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NPEAMET U 3A0AUYN MEOVLIMHCKOW FEHETUKW.
NCTOPUA PA3BUTUA. OPTAHU3ALINA MEOVKO-
FEHETUYECKOW CNY>XBEbl. MONEKYNAPHbLIE
OCHOBbI 1 3TVNOJIOIM NS HACNELCTBEHHbIX BO-
NE3HEN

MpegMeT 1 3a4aun MefULMHCKON FeHETUKM

MeauumnHcKas reHeTUKa SBNSETCS HayKOo U3yyatoLleit 3aKoHOMep-
HOCTV W NPUYKHbI BO3HMKHOBEHMS HACNeACTBEHHbIX G0/Me3Hel, XapakTep
MX HacnefoBaHWA B CeMbsX, PacMpoCTPaHeHve B MOMyNAUMSX, Cneumgu-
YEeCKMe NPOLEecChl Ha KNETOYHOM U MONEKYNSPHOM YpOBHsIX. OHa TecHeli-
MM 06pa3oM B3aMMOAENCTBYET C TaKMMU HEOTHEM/IEMbIMI OT Hee pas-
Jenamu, Kak BMOXMMUYecKass FeHeTMKa - M3yyaeT BUOXMMUIO HYKSIeMHO-
BbIX KWCNOT, 6ENKOB 1 (PEPMEHTOB Y 3A40POBbLIX WU 6OMbHLIX NHOAEN; LUTO-
reHeTMKa - 3aHMMaeTCs M3yyeHNeM XPOMOCOM Ye/loBeKa B HOPMe 1 MaTo-
NOTUM; UMMYHOTEHETMKA YerloBeKa - W3y4yaeT HaCNefCTBEHHblE 3aKOHO-
MEPHOCTM UMMYHMTETA; NOMYNAUMOHHAsA FeHeTKa - M3ydaeT NoBeagHWe
reHoB B G0/bLIMX MONYNAUMSX; FeHeTMKa NOBEAeHUsA - U3y4yaeT HacneacT-
BEHHble (haKTOpbl, AETEPMUHUPYIOLLME NOBEAEHME 3[0POBbLIX U GOMbHbIX
nogeli n ap. 3agadamn MeAMLMHCKON FeHeTUKM W ee pasfena KInHuYe-
CKOWi FeHeTUKM SABNAIOTCS:

*  3yyeHne NpuUYnH BO3HWKHOBEHWS HACNEACTBEHHbIX 60ME3HENA.

¢ lI3yuyeHne xapakTepa Hac/ieqoBaHNs X B CEMbSIX.

e VI3yyeHne pacnpocCTpaHeHWs HacnefCcTBEHHbIX 3ab0neBaHUA B MoO-
NyNAUMsX.

e lI3yyeHne natoreHesa, KAMHWKK, NeYeHns, NPOoUNaKTUKA Hacnesd-
CTBEHHbIX 60NE3HEN.

 lI3yyeHne HacneACTBEHHOW NPeapacrnonoXeHHOCTU U Pe3NCTEHTHO-
CTW.

e lI3yyeHne ycnoBuii BO3HWKHOBEHWS U NyTeid MPOUNAKTUKM Ha-
CNeACTBEHHOM WM3MEHUYMBOCTU (reHOMHblE, XPOMOCOMHbIE, TEHHbIE
MyTauum).

» Pa3paboTKa HOBbIX METO/I0B FEHHOIN MHXEHEPUM.

« Pa3paboTka MeTOfI0B NpeHaTa/lbHOMN AMarHOCTUKN.

e Pa3paboTKa M COBepLUEHCTBOBaHME (DOPM MeAMKO-TeHETUYECKOro
KOHCY/NbTUPOBaHUS.

HacToswumii Kypc NocBsLLIEH NPEUMYLLECTBEHHO KNMHUYECKOW TeHe-
TUKe, M3yyaloLleil BOMPOCHI AMArHOCTWKKW, MPOrHO3MPOBAHMUS, NEYeHNs,
NPOMUIAKTUKMA HAcNeACTBEHHbIX GOME3HEN, a TaKkKe MeAULMHCKON U co-
LManbHON peabunutaumMn 6GONbHBIX HacNeACTBEHHbIMM 3a60/1EeBaHMAMM.



Ero 3agaya fatb 06LMe npeacTaBneHns 06 aTMOMOrMK, MexaHu3Max pas-
BUTWA HACNEeACTBEHHbIX 60Me3Hei, cnocobax UX AMArHOCTMKW, NeveHus,
NpothnNakTUKK. [JeTaibHOMY W3YYeHWIO OTAeNbHbIX (OpM W rpynn Ha-
CNefiCTBEHHbIX 3ab0MeBaHUA OTBEAEHO Y4ebHOe BpPeMS Ha BCEX KMHUYe-
CKMX Katheapax (Tepanus, NeauaTpums, XUpYprus, akyLuepcTso v rMHeKoso-
rvs, oghTansMonorua uT.a.).

HacneCTBEHHbIA XapakKTep VMMeeT MHOXeCTBO 3aboneBaHWii pas-
JIMYHBIX HO30/10rMYECKUX KNTAccoB. ITO 60ME3HU BHYTPEHHWX OPraHos,
KpOBW, HEPBHOIN CUCTEMbI, KOXW, FNa3, ONOPHO-ABUraTe/IbHOro anmnapara,
06MeHa BelLecTB M T.4. CTaTUCTMKA YKa3biBaeT Ha 60MbLUY0 UX OO B
CTPYKTYype Bcex 6onesHeli YenoBeka. CUMTaeTCs, UTO CPeAU MPUYUH BHYT-
PWUYTPOGHOI CMEPTHOCTM M/0Aa aHOMaJIMM XPOMOCOM JOCTuratoT 85-90%,
€C/IN OLeHMBATb NETA/IbHOCTb 3UFOT C MOMEHTA OM/I0A0TBOPEHMS, XOTA B
CpefiHEM aHOMa/bHbI/i XPOMOCOMHBI Habop cpeay KIMHUYECKU 3aperucT-
PUPOBaHHbIX GepemMeHHOCTel MMetoT 42-45% abopTycoB. lMpuuem, Yem
paHblle HacTynuao npepbiBaHue 6epeMeHHOCTH, TeM BbILLE MPOLEHT aHo-
MaJibHbIX OpraHu3mMoB. Ha cpokax 6epeMeHHOCTM 2 -4 Hefenu ux Ynucno
pocturaet 70%, 10- 12 Hepenb - 53%, Bo BTOpOM TpumecTpe - 30%, 20 -
27 Hegenb - 6,6% (H.M. Kynewos, 1982). YacTtoTa XpOMOCOMHbIX Mepe-
CcTpoek Ha 1000 HOBOPOXKAEHHLIX AOCTUraeT BenmMuuHbl 6,9-7,1. Cpeau
NCUXMYECKU BOMbHBIX AeTen YacToTa XPOMOCOMHbIX aHOManuii Konebnet-
ca 0KoNo 12%, peTeit ¢ onurogpeHuei - 15%, Npu HapyLLeHUW NosoBoi
ongdepeHUmpoBku - 20-50%. KonmM4yecTBO M3BECTHBIX HaCMefCTBEHHbIX
CUHAPOMOB, 06YC/MOBMIEHHLIX XPOMOCOMHBIMW aHOMa/INAMU, NPEBbILLAET
ymcno 100; cuHapomoB (60ne3Heli), 06YCOBMEHHbIX FEHHbIMU HapyLue-
HusAMK onmcaHo 6onee 3500 HO30/10rMYECKMX (hOPM.

[JlokaszaHo, YTO HacnefACcTBeHHble (akTopbl NOMUMO MPSMOro Narto-
FEHHOro AeiCcTBMA Npy 6OMbLIOM KONUYecTBe 60/e3HeN CNOCOGHbI Bbi3bl-
BaTb MONOXUTENbHbIA WMAN OTPULATENbHBIA MOANPULMPYIOLWMIA 3ddeKT
(MynbTuthakTOopUa/ibHble 6GonesHn). Psag Takux 3aboneeaHwin sBnsieTcs
Hanbonee YacToi NPUYMHON MHBAUAM3ALMM UAN CMePTU Yenoseka. Mpu-
MEPOM MOXET SIBUTbCS CaxapHblii AnabeT, pacnpocTpaHeHHOCTb KOTOPOro
B MVpE COCTaBMAeT OKOMO 1%, KOMMYECTBO 6O0/bHLIX NCUUCAETCS AecsT-
KaMy MWUAMIMOHOB MK MLieMuyeckas 6onesHb cepgua (MBC), saHnMaroLwas
nepBoe MecTO B pagy NpuuuH 3a60neBaemMoCcTV U CMepTHOCTW. Pacnpo-
cTpaHeHHocTb NBC B cTpaHax CHI™ cpepy nuy, B Bo3pacTte 50 - 59 net co-
ctaBnset 10 cnyyaeB Ha 1000 My>xumH 1 2 Ha 10000 >xeHwmH. K Hacnep-
CTBEHHO [eTepMUHMPOBaHHbLIM (hakTopaM pucka no NBC oTHocaTcs non,
TN TENOCNOXEHWS, JIMYHOCTHBIA MCMXOMOMMYECKUIA MPO(MIb, XapaKTep
CTPOEHNSI KOPOHAPHbIX COCYAOB, KOHLEHTpauus OOLLEero XonectepuHa B
CbIBOPOTKE KPOBY, KOHLEHTPALMSA NMNONPOTENA0B HI3KO 1 04eHb HU3KOM
MI0THOCTU, U3MEHEHUS B CUCTEME CBEPTLIBAHUA KPOBW, apTepuanbHas rv-
nepTeH3us, auabeT u ap. Ha om0 MynbTUGaKTopuaibHbIX 60ne3Hel



(M®B) npuxogutcs 92-93% BCex CNy4vaeB XPOHUYECKON HEUH(EKLMOH-
HOI NaTo/MorMM YenoBeKa.

TexHoreHHble (B3pbIBbl aTOMHbIX 60M6, A4EepPHLIX PEaKTOPOB, XUMU-
Yeckas 3arpsisHeHHOCTb aTMOoC(epbl) KaTacTpodbl, HeraTuBHbIE 3KOMOrK-
Ueckyie NnepeMeHbl («030HOBbIE fAbIPbl») HEGMAroNPUSTHO CKa3biBAKOTCS Ha
reHo(hoHAe OrPOMHbIX MOMYNALMWIA XXUBbIX CYLLECTB, B TOM YKC/Ie U Yesno-
BEKa, YTO YBeNMYMBaET POCT HACcNeACTBEHHO MepedaBaeMblX MaToreHHbIX
(haKTOPOB M, COOTBETCTBEHHO, YaCTOTY UX Kak MpUYuH 60oNe3Hel 1 cvMepTu
nofen. ITn xe (hakTopbl, MOMUMO MyTareHHOro agekra, obnagatoT Te-
paToOreHHOCTbHO, YTO YBEIMUYMBAET UMNCI0 HOBOPOXEHHBIX C BPOXAEHHbI-
My nopokamu passuTtusa (BIMP). Mo gaHHbIM BO3 cerogHsa B Mupe poxaa-
eTcs 3% feteit ¢ reHHbIMK 6onesHamu (I'b), 1% aeTein - ¢ XPOMOCOMHbIMM
6onesHamn (Xb), 2,5 —3% peteld - ¢ BMP. 3a nocnegHne 20 - 30 neT
MPOM30LLIO YBeNMYeHUe BKNaJa HacnefCTBEHHON NaTonorum B CTpyKTypy
o6Lein cmepTHOCTY feTeir. Cpegun geteid, ymepLumx o 5-u net, cmepr-
HocTb OoT I'b pgocturaet 10 - 14%, Xb - 3 - 4%, M®b - 35 - 42%, T.e. Ha
reHeTnyeckue gaktopbl npuxogutcs 48 - 60% npuunH cmepTn. B Bena-
pycu nocne aBapum Ha YASC B palioHax 3arpssHeHns 1-5 Ku/km konu-
YEeCTBO feTeil, poXaeHHbIX ¢ BIMP, Bo3pocno Ha 0,35%, B 30Hax C 3arpss-
HeHvem 6one 15 Ku/km koathdmumeHT npupocta coctasun 0,79% (I7.P.
MyToBuH, 1997).

OCHOBHbIe 3Tanbl PasBUTUA TEHETUKU U Me,qVILI,VIHCKor/I
FreHETUKN

Hayuano reHeTMkn Kak Hayku gatupyetca 1865 rogom, korga ascT-
puiickunii npenojasaTeNib PU3NKW U eCTeCTBEHHOW MCTOPWUM, HacTOATeNb
ABIyCMrYHCKOr0 MOHacTbIpsi B BptoHHe (HbiHe BpHO B Yexun) perop
MeHzenb ony6/mMKoBan CTaTblo «OnbITbl Hafj pacTUTENbHbIMKU TU6pUaa-
MU», B KOTOPOI U3N0XKWN psif, OCHOBOMO/AratoLLIMX 3aKOHOB HacneoBaHus
(3aKoHbI eauHoo6pasns rmMépuaoB MepBOro MOKOMEHUS, pacllenneHns u
HEe3aBMCMMOro KOMOUHUPOBaHKSA). B Tom e rogy ®. ManbToH ony6amko-
Ba/ [1IBe KOPOTKMe CTaTbM, C Ha3BaHVeM «HacnefoBaHue TanaHTa U Xapak-
Tepa», B KOTOPbIX 3a/10)KW1/1 Ha4Yano GBUOMETPUM - MaTEMATUYECKON OLLEHKM
MCUXONMOrMYECKUX U BUONOMMYECKMX MapaMeTpoB, YUMTbIBAEMbIX B Hayu-
HbIX HabMIOAEHUAX 38 YENIOBEKOM.

OfHako, yTBEPXKAEHNA O HAc/NefoBaHUW Pa3/IMYHbIX MPU3HAKOB Xa-
pakTepa, OCOGEHHOCTEI TenocnoXeHus, MOPOKOB pPassBuTUA W 6onesHei
06HaPY>KMBAIOTCS Y)XKe B BbICKa3blBaHMAX [MNnokparta, AHakcaropa, Apu-
ctotens, MnatoHa. B 1605 r. ucnaHckum Bpayom Mepkazao 6bina HanvcaHa
KHUra «HacnegcTeeHHble 3a60/1eBaHMsA», B KOTOPOW OCBELLaIMCb BONPOCHI
3HaYeHWst PoNN poauTeneli B MPOUCXOXAEHNN 6one3Held aeTeld. B KoHUe



XY B. aHrwiickuin Bpay Agamc ony6/mkoBas «TpakTaT O npegnona-
raembIX HacnefCTBEHHbIX CBOMCTBaX 6onesHel». B Hem 6bin caenaH Le-
NblIiA pAg 3HaYMMbIX W Ceilvac BbIBOAOB: CYLLECTBYIOT CeMeliHble (peuec-
CVBHbIE) M HacnefyeMble (AOMWHAHTHbIE) (haKTOPbl; B Cy4ae BO3HUKHO-
BEHWA CeMeliHbIX 3a00/1eBaHNn POAMTENN YACTO COCTOAT B 6/IM3KOM poj-
CTBe; HacnefCTBeHHble 3abo/eBaHWA He 00s3aTeNlbHO 06HAapYXXVBatoTCA
NpU POXKAEHWUN U T. .

OG606LLEHHO UCTOPUS MEAMLMHCKOW FeHETUKM MOXET ObITb nogene-
Ha Ha 2 nepuoga: Ao 1956 r. - 34ecb ee JOCTVKEHUS BOCXOAAT K MeHpe-
N0 1 60MbLUel YacTblo K ycrnexaMm nepeoil NonoBuHbl 20 Beka, U nocne-
Jytowmii nepmog nocne 1956 r., B TeYeHWEe KOTOPOro MeAMLMHCKas reHe-
TWKa pa3BMNach B 3aKOHYEHHble MeWLMHCKUE U aKafeMuyeckue 061actu
[eATeNnbHOCTU.

IMepBblil Nepuos, XapakTepusyeTcs HaKOMAeHNeM 3HaHUIA, KOTopble B
rocrefyrowemM Mno3Bo/IMAN CO3[aTb TEOPETUYECKYHD OCHOBY W MOLLHYHO
MEeTOAMYECKYt0 6a3y pas/iMyHbIX HanpaBneHWin reHetrkn. B 1900 r. X. ge
Ppus u3 MNonnaHamn, K. KoppeHc u3 M'epmaHumn n 3. doH Yepmak us AB-
CTPUM 3aHOBO «TMEPeOTKPbININY» MeHeNeBCKUe 3aKOHbl Hac/nefoBaHus. B
1902 r. 'eppog, Bpay, COTPYAHUK Kadeapsl MeauLuHbl B Okcopae onyo-
JIMKOBa/1 CTaTblo «PacnpoCTpaHeHHOCTb aTKAMNTONypun: U3yUeHue Xumu-
YECKUX OCOBEHHOCTEW» B KOTOPOW MAEN MeHAEeNeBCKON KOHLEeNnUmn 6binm
pacnpocTpaHeHbl Ha MPUPoJY YenoBeKa. TEPMUH «reHeTuKa» Obln npea-
NOXeH ans 0603HauYeHUs HOBOW Hayku Y. BeTcoHom B 1906 r., a TepMuH
«TeH» BBEAEH B 06MX0[ 411 0603HAYEHUs AUCKPETHbIX HacneACTBEHHbIX
(hakTopoB B. WMoraHceHom B 1909 r. XpoMOCOMHas Teopus MeH[eneB-
CKOro HacnefoBaHmsa 6bina chopmynuposaHa B 1902 r.Y. CaTToHOM 1 T.
Bosepn (TEPMUH «XPOMOCOMBI» CBA3bIBAIOT C MMeHeM B. Banbfeiiepa,
1888), KoTOpble, COMOCTaBUB MEHAENEBCKOE pacLLUenieHne MpU3HaKoB ¢
pacLLernieHneM XPOMOCOM, CAefla/ii BbIBOA, YTO XPOMOCOMbI SB/AKOTCS
HOCWTENEM FEHETUYECKON MH(opMaumu. [JeTanbHas pa3paboTka XpOMO-
COMHOIA Teopun MpuHaANexuT T. MopraHy 1 ero cotpygHukam (1908 -
1912 rr.), a aKcnepumeHTanbHOe NOATBEPXKAeHNE - K. Bpugxkepcy (1913).

[nsa Bpaveli 3HaummbIM sBnsieTcs 1900 r. B atom rogy K JlaHg-
WITelHep pasfenvn KPoBb YeNoBeKa No aHTUreHam Ha 4 rpynnbl, a B faJlb-
HeliLLeM MM COBMECTHO C APYrMMUW Y4eHbIMU Bblan onmcaHbl rpynnbl Kpo-
B cuctembl MN 1 oTKpbIT Rh-thaktop. BaH [yHrepH u vplidenss B
1911 r. noATBEPAWAMX, YTO TPYNMbl KPOBU HacnepytotTcs. B 1924 r. bepH-
LUTeliH YCTaHOBUA, 4TO cucTeMa rpynn kposu ABO KOHTponupyeTcs ce-
pUein MHOXECTBEHHbIX a//iefieli OAHOro /IOKyca reHa yenoseka. M3yueHuve
3HAUYMMOCTM pe3yc-hakTopa KPOBM CAeNano BOIMOXKHBLIM NpeaynpexaeHue
reMoIMTUYECKON aHEMUN HOBOPOXKAEHHBIX.

BaxxHbIM COObITUEM B MEPBOM MepUOAe UCTOPUUN FEHETUKU SBUIOCH
CO34aHue aHrMACKUM MaTeMaTMKOM Xapay U HemeLKMM Bpadvom BaiiH-
6eprom (1908) ocHoBomonararoLieii TeopeMbl NOMYNALUMOHHOW FEHETUKM,



06BACHAIOLLEN AMHAMMKY HacneACTBEHHbIX 3ab0/neBaHW B NOMyNALUA 1
M3BECTHOV B HACTOSALLEe BPEMS Kak 3akOH Xapau - BaitHbepra.

Kak nosnoXuTenbHyto, TakK 1 OTPULATENBbHYHO POJb Chirpana B Hava-
Ne XX Beka eBreHvKa - Hayka, nonaratowas, 4to HacneAcTBeHHbIe PaKTo-
pbl ABNAKOTCA ONPefensoWwyMIA B PasBUTUN Kak HOPMaslbHbIX, Tak 1 MaTo-
JIOTUYECKUX, COLMANbHO He MpYeM/eMbIX KayecTB 4enoBeka. Ha ocHoBe
€BreHUKM B psife rocyfapcTs 6bin BBEAEHbI 3aKOHbI, YLLEMAAIOLLME NpaBa
OTAe/bHbIX KaTeropuin ntogei v Lenbix Hauuin (Herpel). Hanbonee cTpatu-
HYIO OTPULATENbHYIO POJIb EBIEHUKA Cbirpasia B MAEOM0TUM «YUCTOThI pa-
Cbl» HALUMCTCKUX MO/MTUKOB, CTaB 060CHOBaHUEM Ans y6wiicTBa 6 Mun-
JIMOHOB eBpeeB B Hauase 40-X rofos.

1956 r. cTan nepesoMHbIM MOMEHTOM B UCTOPUU MEAMLIMHCKON re-
HeTukW. B aTOoM rogy wsefckue reHetuku . Tuo n A. JleBaH, a Takxke
6puTaHubl C. dopg n . XamepToH B 1956 r. yCTaHOBWIN KOHKPeTHOE
4ncno XpoMocom (46), npucyllee YenoBeky. ITO OTKPbITE 6bI10 3HAYN-
TeNbHbIM [4/19 MEAMLMHbI, NOTOMY YTO PasBUTUE TEXHUKU K TOMY MOMEHTY
MO3BOMIU/O BbLIMOMHATL XPOMOCOMHbIA aHaM3 Ans u3ydeHnst 3abonesa-
HWA 1 NOCTAHOBKW AMarHo3a. MefnUMHCKas reHeTnKa, KoTopas He cuuTa-
Nacb KIVMHUYECKOWA AUCUMMAMHON Ao 1956 ., nonyunna CBOW «mpesMeT»
L7191 U3yUeHUs - AP0 KNETKMW, TaKoi e, Kak CepAale B Kapauonorum u
HepBHas cMcTeMa B HEBposiorun. Benep 3a OTKPbITUAMW LUBEACKUX U 6pu-
TaHCKMX YuYeHbIX (paHLy3 XK. JlexeH (1959) oTKpbIin TpUcOMMIO No 21-iA
Xpomocome npu cuHgpome JayHa, K. Matay B 1960 r. - Tpucomuto no 13
Xpomocome (cuHapom [Matay), XK. 3aBap4c € coTp. - Tpucomuio no 18
XpomocoMe (CMHAPOM JaBapgca) U T.A.

HaumHasa ¢ 1966 r. cTasio BO3MOXHbIM BbISIB/IEHME K/IETOK C XPOMO-
COMHbIMU abeppaumsmMy B aMHUOTUYECKOW XXUAKOCTM, YTO MOJIOXKMIIO Ha-
yano MpeHaTa/bHOM AMArHOCTUKE cMHApoMa [layHa 1 ApYyrux XpOMOCOM-
HbIX 3a06071€BaHUA NpY NMOMOLLY aMHMOLIEHTe3a. XapaKTepucTuka Kyb-
TYP KNETOK npu fedekTax hepmMeHTOB UHULMMPOBANA NPeHaTaIbHYO Au-
arHOCTUKY MeTabonmyeckux 3aboneBaHuii NPy U3yYeHUN KIETOK aMHWO-
TUYECKOW XMIKOCTU.

K 1970 r. BHeZpeHWe HOBbIX METOAMK AnddepeHLMansHON OKpacku
XPOMOCOM Pa3BUINCb HACTOJbKO YCMELLHO, YTO MO3BOSINIIO YBUAETL NPO-
[OMbHYI0 UCYEPYEHHOCTb CTPYKTYPbl XPOMOCOM U OCYLLECTBNATb ULEHTU-
(hUKaLMI0 KaXX4oin XpoMocoMy. CrefytoLimM LiaroM B 3TOM HanpasieHum
fBUNach pa3paboTKa MeTOAMK BbISBNEHWUS Maneluux feneuuin U nepe-
CTPOEK B CTPYKTYpe XPOMOCOM. AHaNN3 KOppensaumidi Kapuotuna n geHo-
TUMa COCTaBW/ OCHOBY OMWCAHUA HOBbIX CUHAPOMOB, CBA3aHHbIX C MUK-
pofeneupysaMn XpoMOCOM, TakMX Kak CUHLPOM Bunbamca n pofCcTBEHHbIX
cuHApomoB. CBepx TOro - 3TO NMO3BOMWIO MPOW3BECTW MPOPLIB B UCC/e-
[OBaHUM 310Ka4eCTBEHHbIX 3a00/1eBaHN B remMaTonorum U nokasano ux
CBA3b C B3aMMHOMN TpaHCNoKaumeld 1 co3faHneM 06befrHEHHbIX TeHOB.



B pasBuTAM MOMEKYNSPHOW FeHETUKM 3MOXabHbIA XapakTep UMeno
OTKpbITUE [>K. YOTCcoHOM 1 ®. Kpukom B 1953 r. CTPYKTYpbl MONEKY-
nbl AHK, koTOpoe No3BOAWMO MOHATb OCHOBY MexaHW3Ma KOLUpOBaHuWs
cuHTe3a 6e/ka U reHeTUYecKne OCHOBbI GOMBLLIOTO KONMYECTBA HacneacT-
BEHHbIX 00ne3Heil. OCOOEHHO CTPEMUTENbHbIA MPOrpecc MOAeKynspHas
reHeTUKa nosyymna c BHeapeHwem B 70 I.I. B Hay4Hble UCCNELOBaHWUSA HO-
BOI0 3KCNEPUMEHTaIbHOTO MHCTPYMEHTa - PeCcTPUKLMOHHbIX 3HAOHYK/e-
a3. Bbln OTKPbIT NyTb ANs LUMPOKOMACLUTAOHOrO MOMYYEeHUs FeHHbIX Npo-
[YKTOB ((PM3NONOTMYECKM 3HAYUMBIX BENKOB) M /11 FEHETUYECKOro MaHu-
MY/IMPOBaHWSA C Pa3NUYHLIMU OpraHM3Mamu.

K 1980 r. cTasio BO3MOXHbIM KApTWUPOBaHWE FreHOB C MOMOLLbO 3-
X MeTOANYECKMX NPUEMOB:

» cHabxeHuns AHK 3oHgamMu AN aHanm3a COMaTUYeCKMX FUopuaHbIX
KNETOK;

» BBefeHus AHK 30HA0B (BHayane pagMoaKTUBHbLIX, 3aTeM (toopec-
LEHTHbIX) ANd in situ rnépramsayum B XpoMocomax;

*  CO34aHusa M3bbITOYHOro Konnvectsa AHK Mapképos.

OTkpbITMe CTPYKTYpbl AHK 1 co3gaHve MeTO0B KapTUpOBaHus re-
HOB MPWBENO MCCMeLOBaTeNeil K OCO3HaHWI0 BO3MOXHOCTW MOCTPOEHMS
reHeTUYECKMX KapT K/IETOK OpraHM4eckoro mmpa. B atom acnekte ¢ 1985
roga Ha4yanocb 06cyxaeHve npoekta "leHom yenoseka" (HGP). K atomy
BPeMeHU 6bI10 M3BECTHA IOKaNM3aLMs npumepHo 700 reHoB, OTBEYAIOLLNX
3a rpynnbl KPOBMW, HEKOTOPble ()epPMeHTbI, CTPYKTYPHbIe 6enkn U T. 4. Oe-
6aTbl pacTaHynucb Ao 1990 roga. M Tonbko 1 oktabps 1990 r. Haymo-
HanbHbI MCCNefoBaTENbCKMA cOBET HaumoHanbHol Akagemun  Hayk
CLUA «gan xog» nporpavMme, npocy1Tas, 4ToO MOMHas KapTa reHoB U no-
CnefoBaTeNbHOCTb HYKEOTUA0B Y YenoBeka MOryT ObiTb pacLumgpoBaHsbl
B TeyeHue 10-15 neT, a NPOeKT ByaeT cTonTb 0Kono 200 MUIAMOHOB A0N-
NapoB B rog,

MepBbIM CBOGOAHO >KMBYLLUMM OpPraHW3MOM, FEeHOM KOTOporo 6bin
MONHOCTLIO paclungpoBaH, Gbina Gaktepmsa Haemophilus influenzae ¢ 1
830 137 Hykneotugamu 1 1800 reHamu, Kogmpyrowmmm 6enkn. B 1996,
6bln1a NOMHOCTBIO pacluMpoBaHa CTPYKTYpa Nepeoro fAepHoro (sykapuo-
TUYECKOro) opraHm3Ma - MNekapckux apoxokeil. Hematoga Caenorhabditis
elegans, 6bina NepsBbIM MHOTOK/IETOYHLIM OPraHM3MOM MO/IHOCTbIO pac-
WnpoBaHHbIM B 1998. A 0 CeKBEHMPOBAHUM FEHETUYECKOrO XMBOTHOMO
Drosophila melanogaster 66110 gonoxeHo B mapte 2000 roga.

26 moHa 2000 roga Francis S. Collins, gupektop npoekTta «I'eHOM
yenoBeka» npefactasun B benom [loMe KOMMNEKT MepBOHaYa/IbHbIX 06-
LLECTBEHHbIX W YaCTHbIX pe3ynbTaToB CekBeHMpoBaHus OHK uyenoBeka,
KoTopble Obinyn ony6nmkoBaHbl B cepefuHe espansa 2001 roga. Korpga
MO/HbINA pe3ynbTaT CeKBEHUPOBaHWA YeN0BEYeCKOro reHoma CcTan M3Bec-
TeH, TO OKa3al0Cb, YTO KOMMYECTBO HaijeHHbIX reHoB B JAHK yenoseka
COCTaBWMO TOMbKO MOMOBUHY OT paHee NpeAckasaHHOro U HEMHOro 60/b-
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LLe, YeM BOHOE KONMMYECTBO FeHOB B OYeHb MPOCTOM OpraHu3Me, TakoM
KakK HemaTtoga. B Toxe Bpems 30 000 - 40 000 reHoB 4yesioBeka KogupyoT
B 10 pa3 60/bllee KONMYECTBO 6E/KOB. bblf0 BbIABNEHO, YTO BO3pacTaHue
CMOXHOCTU YenoBeKa M0 CPaBHEHWIO C HEMATOAOoW, [OCTUraeTcs Yepes
BO3pacTaHWe KO/IMYEeCTBA Pas/IMUHbIX 6e/KOB KOAMPYEMbIX B €ANHUYHBIX
reHax; yepes yBe/mMuyeHue BapuaHTOB nepefadn uHgopmauum w PHK, no-
CTTPAHCKPUMLMOHHBIX U NOCTIPAHCASLMOHHBIX MOAU(MKaLuiA; opMupo-
BaHWEM reTepoMepHbIX 6enKkoB (T.e. GENKOB Kak MpOoAyKTOB KOMOWMHaLmK
TPaHCKPUNTOB 2-X W 6onee reHoB) U T.4. Pe3ynbTaToMm 3TOr0 CTaio 4vac-
TUYHOE CMeLLeHMe (POKyca HayUHbIX UCCNef0BaHWIA OT reHa K 6enky u ot
reHOMHOI0 YPOBHSA Ha 6€e/IKOBbI YPOBEHb, T.€. OT FeHOMUKU K NPOTEOMU-
Ke.

Co3faHvie reHHbIX KapT N03BOMMAO, BO-MEPBbIX, HA4aTb KapTupoBa-
HWe pa3nnyHbIX 3a60neBaHNi, NepBbIM M3 KOTOPbIX 6blia Xopes eHTUHr-
TOHa. BO-BTOPbIX, C UX MOMOLLbIO CTaNo BO3MOXHbLIM U3y4eHue fAedeKT-
HbIX reHOB METOZOM MO3WLMOHHOIO K/IOHMPOBaHMA. [epBble ycnexu, CBs-
3aHHble C ero npuMMeHeHVeM [ UccnefoBaHWUs 3aboneBaHUA KOCHYNUCh
XPOHWYECKOr0 rpaHynomMaTosa, MblleyHoi guctpotun AowweHHa (1986);
peTrHo6MacToMa 1 MyKosucumngos (1989).

TshKenblidi NyTb MPOLL/A OTEUECTBEHHAs MeAMLIMHCKAs FeHeTMKa Kak
HayKa. MepBble COOOLLEHMS O Hayke «FeHeTMKe» B Poccumn 6binv caenaHbl
B 1912 r. yyeHukom Y. batcoHa - HW. Basunosbim. pn ero aktMBHoM
yyacTum B 1929 r. 6610 NPUHATO peLleHne O NpenojaBaHUn FeHeTUKN B
By3ax. MepBoHayYaNbHO reHeTUKa pa3BmBasiach B paMKax eBreHuku (1920 r.
- co3gaHve MOCKOBCKOrO eBreHu4eckoro obuectsa; 1921 r. - nepBblii
XXypHan Pycckoro eBreH14eckoro obuectsa). B pamkax eBreHuky popmu-
poBafiocb B Poccun 1 MeaMKO-reHeTUYeckoe HanpasneHue (J1.E. JleswuT,
C.H. Oasbigerkos, H.K. Konbuos). H.K. Konbuos, Bo3rnaesnsswunii ¢ 1928
Kathegpy 6monormm 2-ro MOCKOBCKOr0 MeAULMHCKOr0 MHCTUTYTa, BeN uc-
CNefloBaHNS TeHETUYECKNX AeTEPMUHAHT rpynn KPoBW, MyTaLMOHHON n3-
MEHUYMBOCTM, U3y4as BO3MOXHOCTM TPAHCM/IaHTaLMN OPraHoB U TKaHew.

Hauano 30-x rogos 03HaMeHOBaNIOCh OTKPLITUEM WHCTUTYTa Meau-
LIMHCKOM FeHeTWKW, KOTOpblii Bo3rnasun J1.E. JleBuT. COTPYAHUKM WH-
CTUTYTa 3/10KUIM OCHOBY METOAONOMMW FeHeTUYECKUX WCCNefoBaHuin B
CCCP. B 1937 r. HCTUTYT pactopmupoBanu, a J1.E. JleButa penpeccupo-
BaM U norybunn. MeHeTuKa Oblna NMPOBO3raLLeHa HaLMCTCKOM HayKOiA.
OfHako 3a Bpems CBOEro CyLLeCTBOBaHWS MHCTUTYT yCnen co3AaTh camblii
60/1bLLOA B MMpe OGMM3HELIOBLIA peecTp, OpraHM3oBaTb Ha CBOeli 6ase
6/1M3HeLIOBbIN AETCKUIA Cafl, MHOroe 3Ha4YMMOoro cAenatb B BONPOCAX 3KO-
reHeTUKK, reHoreorpapuu.

V3BECTHOW SIMYHOCTbIO B OTEYECTBEHHOW reHeTuke ssnsncs C.H.
[JaBblieHKOB, BO3rNaBnsBLUIMIA Kadeapy HeBpONOruv JIEHUHrpaackoro WH-
CTMTYyTa yCOBEPLLEHCTBOBaHMS Bpayeil ¢ 1932 o 1961 r. Ero cuntatoT oc-
HOBOTMOMIOXHNKOM OTEYECTBEHHOW MeAMLMHCKON reHeTuku. B 1929 r. B



JleHnHrpage UM 6blna opraHvW3oBaHa nepsas, a B 1932 r. - Bro{las MeAnKo-
reHeTUYeckre KoHcynbTauun. CosmecTHo ¢ J1.E. Sleutom, H.K. KonbLo-
BbIM C.H. [dasblfeHkoB nposen B 1934 r. nepsblii Cbe3s reHeTMkoB. BTo-
poii Takoli Cbe3f cocTosNCA TOMbKO B 1984 1. o ero pyKoBoACTBOM pas-
pabaTblBaIMCb MeTOAbl FeHeasIorMyYeckoro aHamsa B MeauuUmHe, Knaccu-
(hmKauys HacneaCcTBEHHbIX 60Ne3Heli HEPBHOM CUCTEMBI, NPO6emMbl leHO-
TUNNYECKOrO NOAMMOpgU3Ma U T.4,.

BonbLuUoli cred B pa3sBUTMM OTeYeCTBEHHOW reHeTuku octasun C. C.
YeTBepunkoB. Ero pabota «O HEKOTOPbIX MOMEHTaX 3BOJIHOLMOHHOIO Npo-
Liecca € TOYKM 3peHUst COBPEMEHHOM TeHETUKM», U3aaHHas B 1926 r., no-
NOXUIa Ha4yano NonynAUUOHHON FeHETUKM.

Ha ceccun BOCXHWT 1 AMH CCCP B 1948 r. eBreHunka v reHe-
TUKa Kak Hayku Oblnn (akTUYecky 3anpeLleHbl, YTO NOBNEKIO O(uLmMaib-
HOE CBEePTbIBaHME BCeX paboT M Hay4HbIX Ny6nukauuii 1o Havana 60-X ro-
[0B. HO, HECMOTPSA Ha 3TO MHTEPEC UCTUHHBIX YYEHbIX K FTEHETUKE He yrac.
B 310 nepvog Npogo/mKuan, uav Hadanu cesow uccnegosaHusa J1.0. baga-
nsH, H.IM. boukos, E.®. OaBbigeHkoB, H.B. Tumodees-PeccoBckuii, B.MM.
AdpormcoH 1 ap. Bpems paccTaBuio Bce Ha CBOM MecTa. YMep JIbICEHKO,
CMEHWCb MOAMTUKM U B 1964 T. CTano BO3MOXHbLIM W34aTb MepBbli
YUe6HMK Mo MeAMLMHCKOW reHeTrKe, aBTOPOM KoToporo ctan B.M. 3dpo-
nMmcoH. B 1969 r. B Mockse no nHmumatuee akagemuka H.IM. boukosa 3a-
HOBO Haya/ CBOK paboTy MHCTUTYT MeAWMLMHCKOW reHeTuku. B nocne-
[ytoLiMe rofbl Takue WHCTUTYTbI ObliN OTKPbITbl B TOMCKe, MWHCKe,
J1bBoBE.

B HacTosiLLee Bpems B MUpe paboTatoT ThICAYM reHeTUYecKmx nabo-
paTopuii, KOHCYNbTaLUIA, Hay4HO-MCCNEe0BaTENbCKUX UHCTUTYTOB, 3aHs-
ThbIX peLleHVeM CamMblX PasHOO6pasHbIX Mpobnem reHeTUkU. Begylummn
npo6nemMamm COBPEMEHHON TeHETUKY ABMSKOTCA NPo6IeMbl pacLLNGPOBKM
FeHeTUYECKOro Kofa YenoBeka, reHHas MHXEHepusi, MOMCK HOBbIX MyTei
NPOMUNAKTUKA, AUArHOCTUKM W fle4eHUs HaCnefLCTBEHHbIX 3ab0/neBaHuil.
B pamkax MexayHapoiHoi nporpammbl «eHOM YenoBeka», pacCcymTaH-
Hoin Ha 1989 - 2005 rofbl BeAeTCs TOTa/IbHOE FEHETMYECKOE W (hN3NYECKOe
KapTupoBaHMe reHomMa n ceksectuposaHue JHK. B peanusayun nporpam-
Mbl YHYaCTBYHOT BCe pa3BUTbIE CTpaHbl, B TOM uucne v Poccus. Poccuiickue
yyeHble B 3TOW MporpamMme 3aHMMaloTcA KapTupoBaHueM 3, 4, 13 u 19
XPOMOCOM.

B HacTosiLee Bpems B Poccum feliCTBYIOT LUECTb KPYNHbIX MeAWKO-
reHeTUYeCKNX LIEHTPOB, KOTOpble MMEKT BO3MOXHOCTL nposectn AHK-
[AMarHoOCTMKY 0Koso 40 caMblX pacrpoCTpaHeHHbIX HACNeCTBEHHbIX 3a60-
neBaHWiA. K TaknM ueHTpam oTHocaTcs HU akyluepcTBa U FTMHEKOMOrn
B CaHkT-leTepbypre, HayuHblli LEHTP MEAMLUHCKON reHeTukun u NHCTu-
TyT HeBponorum PAMH B Mockse, NHCTUTYT GUOXMMWM N TEHETUKN Ha-
yuHOro ueHtpa PAH B ¥Yte, VIHCTUTYT MeAULMHCKOW reHeTMKY B TOMCKe,
MegayKo-reHeTUYeCKMiA LieHTp B HoBocHGMpCKe.
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B Pecny6nvke benapycb OCHOBOMOMOXHWKOM MEAWLMHCKON reHe-
TUKW CUMTAETCA M3BECTHbIA NaTONOroaHaToM, YfeH-KoppecrnoHaeHT AMH
CCCP 1O. I'. I'ynbKeBwY. Mo ero uHnumaTmee B 1967 r. Oblna OTKPbITa Nla-
6opaTopua TepaTonorum U MeayUMHCKON reHeTuky npu MUHCKOM Meau-
LUMHCKOM MHCTUTYTe. B nocnegytollem npu aktmeHoM yyactum . . Nla-
3toKa (HblHe npodeccop, uneH-koppecnoHaeHT AMH CCCP n HAH Pec-
ny6nvky Benapycb) cosfaHbl MeAWMKO-TEHETUYECKas KOHCYnbTauus B
MuHcke (1969), MuHckuii dunuan VHCTUTyTa MeguUUHCKOA TFeHeTUKN
AMH CCCP (1983), nepenmeHoBaHHbIli B 1989 r. B H/I HacneacTBeH-
HbIX 1 BPOXAEHHbIX 3a601eBaHNIA, 06/1aCTHbIE MEAWNKO-TeHETUYECKME KOH-
cynbTaumm (1970 - 1979 rr.). MNpu HaynoHanbHoi AKagemmnm Hayk pabo-
TaeT VIHCTUTYT reHeTyKN 1 LUWUTONOrMmM, paspabatbiBatoLLmnii BONPOCkl 06-
LLeli reHeTMKN U Ccenekumm pacteHuid. Cneupanuctamm B 061aCTu BPOX-
[eHHbIX WM HacneACTBEHHbIX 3abonieBaHWin B pecnybnuke asnstotes ..
Nastok, E.I'. nbnHa, M.K. Hegsbeeab, T.T. CopoknHa, W.A. Kupunosa.
Bonblias pabota B M3ydeHWM 06LLEN FeHeTUKU npofenaHa akagemmkamu
B.H. Kynpuesny, H.B. Typ6uHbim, M1.®. Pokutckum, J1.B. XoTbinesoi.

OpraHu3aunsa MeuKo-reHeTUYECKON CyXobl

B HacToslLLee Bpemsi MeAUKO-TeHeTUYecKas noMoLlb B Pecry6mke
Benapycb MOXeT 6bITb OKa3aHa Ha YeTbIpeX ee CTPYKTYPHbIX YPOBHSIX:

1. MpaKTUYeCKMMK Bpa4aMu pasHbIX CreluanbHOCTel, KOoTopble OCy-
LLECTBASIOT NEPBUYHOE BblAeNeHWEe TPYMMbl INL, UMEKOLMX NPU3Ha-
K HacnefCTBEHHOW NaTONOTMU WM HYXXAAIOLWUXCA B MeUKO-
FEHETUYECKOM KOHCY/IbTUPOBAHUM, NPOBOAAT AMArHOCTUKY U nedye-
HVe Hambonee 4acTbiX (JOPM HacnefCTBEHHbIX 3aboneBaHWin, Auc-
naHcepHoe Hab/feHNe, CAaHUTapPHOE NPOCBELLEHME.

2. MeamnKO-reHeTUYECKUMU KabuHeTaMu, OpraHv30BaHHbIMK Npu 06-
NacTHbIX MefLyupeXxKaeHusx WM B KPyMHbIX ropofax u3 pacueta 1
KabuHeT Ha 1,5 MaH. HaceneHus. KnmHUYecKmne BO3MOXHOCTU Kabu-
HETOB OMpefenstoTCs LTaTamMmn 1 UCMO/b3yeMbIMA MeTOAaMU Meau-
KO-reHeTUYEeCKOI amarHocTuku. LLITaTHoe pacnucaHve mpegycmart-
pVBaeT KOMM/IEKTOBaHWE KaOBMHETOB BPAYOM K/IMHWLIMCTOM, BPaioM-
BGMOXMMMKOM, BPaUOM-LMTOFEHETUKOM, COOTBETCTBEHHO, CPEAHUM 1
MnagwmMM - megnepcoHanoM. B BuTe6ckoin  06nacTv  MeamKo-
reHeTUYecKnii KabMHeT paboTaeT Npu 06/1aCTHOM MEeAMLIMHCKOM An-
arHOCTMYECKOM LiEHTPe.

3. MeayKo-reHeTUYECKUMI KOHCYbTalysiMU1, OpraH130BaHHbIMK NpK
pecny6aMKaHCKUX — Jle4eBHO-ANarHOCTUYECKUX  MefYyUPEXAEHNSIX.
LLITaTHOoe pacnucaHve KOHCy/bTauuii NpegycMaTpuBaeT paboTy Ao
11 epvHWL, Bpaueid pasIMYHOTO  KAMHWYECKOTO W MEAMUKO-
reHeTUYeCKOro mpocuns, 6onee LWIMPOKy 6asy MeTO0B MeAMKO-
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reHeTUYecKol AMarHocTMKU. B PecnyGnvke Benapycb MeauKo-
reHeTMYecKasi KOHCYNbTalysi OpraHu3oBaHa npu Pecny6MKaHCKOM
HWI HacneACcTBEHHbIX W BPOXAEHHbIX 3a60/1eBaHUIA YeloBeKa.
4, BenopycckUM Hay4HO-MCCMefoBaTeNbCKUM WMHCTUTYTOM HacneacT-
BEHHbIX 11 BPOX/EHHbIX 3a60/1eBaHMIA UenoBeKa.
MoapasymeBaeTcs, UTO Kak[plid NMOcieaytoLmMii ypoBeHb NO3BOSSET
peLLaTb BO3pacTaloLiMe Mo CMOXHOCTY AnarHocTuyeckue, nevebHble, op-
raHM3aLMOHHbIE, Hay4Hble BOMPOChHI.

3afiaun MeanKo-reHe T MYeCKnX KabmHeToB (KOHCY b T aLmii)

 TMomoLp Bpayam 06LLEMEAULIMHCKOrO NPoduas B NOCTaHOBKeE Auar-
HO3a HacneICTBEHHOI NaTonorMm, ecin 4s atoro TpebyroTes cne-
LManbHble FeHeTUYECKNe MeToAbI.

* JleyeHue HacneaCTBEHHbIX GOME3HEN, ecniv TaKoBOe TPebyeT crneuu-
aNnbHOro nogxopa.

» OnpegeneHve nporHosa 340poBbs ANA Oyfyllero noTtomcTsa B
ceMbsiX, rae 6bin, eCcTb WA MpegrnonaraeTcs 60MbHOM C HacneacT-
BEHHOI1 naTosoruei.

e OObBACHEHWEe PoAMTENAM B AOCTYMHOW (hOpMe CMbICNa reHeTUYECKO-
ro pycKa v NOMOLLb MM B MPUHATUN PeLLEHVs No NoBogy AeTOPOX-
[IEHVA.

* BbifBfeHMe rpynn MOBbLILIEHHOrO PUCKA Cpeay POACTBEHHUKOB
60M1bHOrO C HacneACTBEHHON 60Me3HbI0, AMCnaHCepHOe Habnwoge-
HVe.

» OpraHusaums crneyuann3npoBaHHON ANAarHOCTUKM W NeYeHns Ha 60-
Nee BbICOKOM YPOBHE, eC/iM TaKOBble TPEOYHOTCS.

e MegayKo-reHeTMyeckoe 0OyyeHMe Bpaueid M nponaraHia MeauKo-
reHeTUYeCKUX 3HaHWI cpean HaceneHus.

MokasaHns Ans HANpaBAeHWst HA KOHCYNbTaLnio B MeANKo-
reHeTMYeckune KabuHeThbl (KOHCYNbTaLum)

» HacneacTBeHHbIN AeheKT NOf03peBaETCS, U AN YTOUHEHNS AUarHo-
3a TpebytoTCA reHeTUYeCcKMe MeToAbl NCCNef0BaHUA. *

 [narHo3 HacnefCcTBEHHOW 60/1e3HM MOCTaB/EH, HO NPO6BaHA UK ero
POACTBEHHUKM XOTAT 3HAaTb MPOrHO3 Ans GyAyLIero WM yxe
MMetoLLerocs NoToMcTBa.

» B cembe npeanonaraetcs poxaeHue 60/1bHOTO pebeHKa Mo Tem W
MHbIM NpuuYnHaM (KPOBHOPOZACTBEHHbIV Gpak, MPUEM NleKapcTs BO
BpeMs 6epeMEHHOCTU, BUPYCHbIe 3a60/1eBaHNS GepeMEHHON U T.4.).

¢ Hanmune aHanornyHbIx 3a60neBaHUlA UM CUMMNTOMOB Y HECKO/bKUX
U/IEHOB CEMbU.



« OrtcTaBaHUe pebeHKa B PU3NYECKOM WM YMCTBEHHOM PasBUTUM.

e Hanmume AncnnacTMUecKMX YepT PasBUTKS B COMETAHUM C APYTUMU
NaToNoOrMYeCKUMU MPU3HAKAMMW: HU3KWIA POCT, CYAOPOXHbIA CUH-
[IPOM, ananvs u T.[4.

e BpoXfeHHbIE MOPOKU Pa3BUTHS.

 [epBUYHOE Becnnoame y Cynpyros.

e [MepBuyHas ameHOpesi, OCOGEHHO B COYETAHWM C HeJOpa3BUTVEM
BTOPUYHbIX MO/OBbLIX MPU3HAKOB.

 [pvBbIYHOE HEBbIHALLMBAHME GepEMEHHOCTH.

¢ HenepeHOCMMOCTb, OCOBEHHO C POXAEHWS, MULLEBLIX NMPOLYKTOB W
NeKapCTBEHHbIX NpenapaTos.

» KpoBHOe poAcTBO poauTenein 60/bHOro0 pebeHka.

*O6LWMMM NPU3HAKAMM HACNeACTBEHHOW NaTONOrUM ABNSIOTCA:
a) YKasaHus Ha TO, YTO B CeMbe MMELOTCA GO/bHbIE C TaKOM Xe natonoru-
el;
0) XPOHMYECKOe MPOrpeccupytoLlee Mnv peuuamBrpytoLLee TedeHue 3abo-
neBaHus, 0COBEHHO Y AeTelf;
B) BOB/IEYEHME B NATONOMMYECKNIA NPOLIECC MHOMMX CUCTEM W OPraHoB;
) BPOXAEHHbLIN XapakTep 3aboneBaHUs (MOHATMA " BPOXAEHHOE" K" Ha-
CNefiICTBEHHOE" He TOXAECTBEHHbI).

MoneKynsipHble OCHOBbI 1 3TUONOIUSt HAC/IeACTBEHHbIX
601e3Hel

MoneKkynspHble OCHOBbI HACNeACTBEHHbIX 60one3Hell.

MorekynsipHble OCHOBbI HacnefoBaHUS MOAPOGHO M3yyaloTcs B
pasgene o6LLei reHeTUKM Ha Kadeapax MeauLMHCKON 6uonorum v obLeit
reHeTUKW, BUOXMMUK, TUCTONOIMK. B HacTosLiem yyebHOM nocobuu Mbl
COYNN LienecoobpasHbiM HaNOMHUTL OTAEMbHbIE, 3HAYMMblE ANS MOHUMA-
HWA MeXaHU3MOB Hac/efCTBEHHbIX 60Ne3Hel, NOMOXKEeHUA U NOHATUA. W3-
BECTHO, YTO HaCNeACTBEHHOCTb YenoBeKa OnpefenseTcs UHgopmaLmen,
3aKnoveHHol B HK xpomocom v mutoxoHapuid. Monekyna AHK npeg-
CTaBnseT CO60li NMHENHBIA NOMMMEP, COCTOALMIA M3 ABYX 3aKPYUEHHbIX
BOKPYr 06LUeli 0cu B MpaByrd Civpasib NOAMHYKNEOTUAHBIX Leneld. Kax-
Oblii HykneoTwg (MOHOMEP) 3TOW Lienn COCTOUT U3 a30TUCTbIX OCHOBaHMUIA
(afeHVH, TUMKWH, TyaHUH WU UMTO3MH), Ae30KCMprb0o3bl 1 ocTaTKa thoctop-
HOM KMcnoTbl. CBA3b HYKNEOTWAOB OAHON Lenn obecrnevmBaeTcs yepeo-
BaHMEM [Je30KCUpK603bl U ocTaTka (HOCHOPHOM KUCMOTbI. A30TUCTbIE OC-
HOBaHMA 06enx Lenein 06pasytoT KOMMNeMeHTapHble napbl: afeHuH - Tu-
MUH (AT-napa), ryaHuH - umTo3nH (L-napa) coeguHeHHbIE BOAOPOAHbI-
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MU CBA3AMM. [py 3TOM C OAHOI CTOPOHbI PACMONOXEHbI MYPUHbI (8AEHUH,
ryaHvH), ¢ Apyrom - NUPUMUANHLI (TUMWH, LATO3MH).

MocpegHnkom B nepegave MHgopmayun ¢ AHK 1 ee peanunsauum B
NOAMNENTUAHBIX Lensx cnyXmT PHK, cTpoeHWe KOTOpOl aHaslornyHo oj-
Holi uenu Monekynbl JHK 3a ucknoyeHnem Toro, 4to PHK BMeCcTo Tumu-
Ha COLEePXUT ypauun, a BMeCTo 4e30KCupn6o3bl -pnbo3y.

MocnefoBaTeNbHOCTb TPEX a30TUCTbIX OCHOBAHWIA B OAHO U3 Lenei
OHK coctaBnseT TpunneT (KOAOH), KOTOpbIV onpefenseT BKIOYEHWe B
6eN0K ofHON OnpefeNieHHON aMUHOKUCIOTLI. COOTBETCTBME OMpeaeseH-
HbIX TPUNIETOB WM KOAOHA (OT OAHOr0 A0 TPeX) onpefeneHHbIM aMUHO-
K1CNnoTaMm, a UX nocnefoBateslbHOCTU - NOC/Mef0BaTeNbHOCTU aMUHOKWC-
NOT B MOAUMENTUAHON Lenw, COCTaBNAET CYLLHOCTb FeHeTUYECKOro koga
(reHa). Bcero n3BecTHO 64 TpuneTa, U3 KOTOPbIX 4 ABNAKOTCA YNpPaBnsto-
WwymMK, 60 - KOAMPYHOLMMM OCHOBHbIE aMWHOKUC/IOTHI. TakK Kak B COCTaB
6enKoBbIX MOMEKYN BXOAUT 20 aMUHOKMCOT, ANSt K&KA0W M3 HIX CYLLecT-
BYET OfVH WM HECKO/NIbKO TPUMeTOB. TakuM 06pa3oM, CEerofHs nog no-
HATUWEM reH nogpasyMeBaeTCs (DyHKUMOHaNbHO Hefenrmas eanHuua JHK,
KOAMPYIOLLAsA NMePBUYHYIO CTPYKTYPY nonunenTuga, Monekynsl PHK, nm
B3aVIMOJENCTBYIOLLAsA CPerynsTOpPHbIM 6eNKOM.

dyHKumoHuposaHue OHK, coxpaHHOCTb reHeTUYecKoro mMarepuana
B psidy MOKOMEHWIA, MOMUMO OTMEYEHHOro, obecrneumBaeTcs elle paboToi
Lenoro psga hepMeHTOB, ABNAOLWMXCA NOCPEAHNKAMU OCHOBHbIX FeHeTH-
YeCKUX MPOLLECCOB: PennKauuym —yaBOeHUs TeHETUYECKOro martepuana;
TPAHCKPUMLMY - CYATbIBAHWS FTEHETUYECKOW MH(OPMAaLIMK; TPaHCAALUY -
nepefayn MHMpopMaLum; pekoMbuHauuy 1 penapaumm - BOCCTAHOB/IEHMUA
noc/e NoBpexaeHus; 6uocrHTesa 6eka u T.4.

B npouecce pennukauuu, obecneyvsaroLLeil BOCNPOU3BELEHNE U
nepegady vMHgopmaumn B psgy NOKONEHWIA, MOof AeiCTBMEM (epMEHTOB
ABoViHas cnupans AHK packpyumBaeTcs 1 Ha Kaxaol M3 Lenein ctpomTes
HOBas KOMMAeMeHTapHas el Lenb. Mexay MaTpuuHol 1 fouepHeid Lens-
Mn 06pasytoTcs BOLOPOAHble CBA3W B napax AT, 'Ll 1 HoBas Monekyna
OHK, npuHsBwas mMHhopMauuio npedbiayLiein, rotoea nepejarb ee fo-
YepHei KeTke.

PacnpefeneHve yaBOEHHOIO reHeTUYECKOro MaTepuana B foYepHue
KNeTKn obecneyrBaeTcs MexaHU3MaMy MUTO3a - JeNeHUsi COMaTUYEeCKOM
KNeTKW 1M Melio3a - feneHns Noa0BON KIeTKW.

TpaHcKpunums ocCyLUecTBAseTCcA € ydyactuem epmeHta PHK-
nonmMmepasbl, KOTOpas «y3HaeT» onpedeneHHbli yyactok AHK (npomo-
TOp), NPUCOEAMHSETCS K Hemy W, nepemeltasce Bgonb AHK, pacnnetaet
[BOMHYIO cnvpasb. Mpn 3TOM Ha ogHoi 13 HuTel AHK, HaunHas ¢ mecta
npucoeguHeHmns, obpasyeTca KomniaeMeHTapHas e Hutb PHK (MHopma-
umoHHaa nm meccerxep PHK - wPHK nnn nPHK). Mo mepe npoasmke-
Hua PHK-nonmmepasbl uenb MPHK otxogut oT Hutn AHK, a ABoiiHas
cnupans AHK BoccTaHasnueaetcs. B agpe nPHK pospesaet. V3 Hee BbI-
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pe3atoTcs HeKoaupyrowime gparMeHTbl (MHTPOHbI) - MPOLECCUHT, & OC-
TaBLUMECS Kogupytowe dparMeHTbl (3K30HbI) COeAUHAOTCS MeXAy CO6oi
- cnnaicuHr, nocne vero MPHK nokuaaeT 84po, BbIXOAUT B LMUTOMNA3MY
1 HanpaBnseTca K pubocomam.

TpaHcnaunMsa NPOUCXOAUT B COXHOM MUKPOMOSIEKYNSPHOM KOM-
nnekce, rge 3ageicTBoBaHbl pubocombl; WPHK; TpaHcnopTHas PHK
(TPHK); tepmeHTbl (aMMHO-TPHK-CMHTeTa3a; 6enKoBble (haKTopbl WHU-
uMauumn - Hayana; 3MoHraumy - HapawyBaHus, YAIMHEHUS Lenu; TepMu-
Hauuu - OKOHYaHWe TpaHcnauum u T.4.). B Xoge TpaHcnauum uHgopma-
ums, foctasneHHas UPHK, «nepeBoguTcs» B NocfefoBaTe/lbHOCTb aMUHO-
KUCMOT B CUHTE3UPYeMbIX 6ekax. Becb npouecc nepefayn reHeTUYeCKoM
nHpopmaummn o1 AHK ¢ nomowbto pasnnyHbix Tnos PHK K noavnenTu-
fam (6enkam 1 hepMeHTaM) HasbIBAeTCS SKCNpeccuein (paboToi) reHa.

[eH ABNSAETCH YaCTbiO FeHeTUYECKOro 0Kyca, B KOTOPbIA NOMUMO
HWTPOHOB Y 3K30HOB BXOAAT pasnuyHble HebOMblUMe perynsTopHble yya-
CTKW, BAUSAIOLLME HA MHTEHCUBHOCTb Y TOYHOCTb TPaHCKPUMLMK:

* MPOMOTOP - YYaCTOK Hayana TPHACKPUMLUM UAN MECTO NpuUcoeau-

HeHusa PHK-nonumepassl;

* 3HXaHcepbl - YCUIWUTENN TPaHCKPUMLmK,
* caiineHcepbl - 0cnabutenn TpaHCKpUNLmK;
* 5'- 1 3'- HeTpaHcMpyeMble (Hayaslo M KOHel reHa) obnacTu

OHK;

e 06nacTb KOHTpOAMpYHOLWMiA noKyc (Puc. 1)

Puc. 1. Mogenb 06LLeil CTPYKTYpPbI FeHa 4esioBeKa
(F.P. MyTO0BUH, 1997)

Pasmepbl reHoB BapwabesnbHbl. Hampumep, reH 6eTta-rnobuHa co-
fepxunt 1100 nap HyK1eoTmaos (MH), BXOAALWMX B cocTaB 3 3K30HOB (90,
222, 126 nH) 1 2 nHTPOoHOB (116, 646 nH). [eH MbILeYHOro 6enka guc-
TpodrHa nmMeeT 2,6 MiH. MH 1 6onee 2000 3K30HOB.
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K 0CHOBHbIM (hyHKLMOHa/IbHBIM CBOMCTBAaM FeHa OTHOCSTCS:
CTabuNbHOCTb - NPW OTCYTCTBMAM MyTaluii TeH nepefaeTcs B psgy no-
KO/IEHWIA B HEM3MEHHOM BUAE;

CneyntnyHOCTb AelACTBUS - TeH 06YCMaB/MBaeT pasBUTVE ONpeaesneH-
HOrO MPU3HaKa WK rpynMbl NPU3HAKOB (B MOCAEAHEM C/yyae FOBOPSAT O
NNeinoTPONHOM AENCTBUM TeHa);

OVCKPETHOCTb Ae/CTBUS - pasBUTME PasHbIX MPU3HAKOB KOHTPOAMPY-
€TCS Pa3HbIMU reHaMu C PasHoii UX NoKannsaumell B XpoMocoMax;
[031POBAHHOCTb AECTBUS - TeH 06YCnaB/MBaET PasBUTHE NPU3HAKa 0
onpeseneHHoro KoMYeCTBEHHOTO MPeaena;

annenbHoe COCTOsIHWE - GOJBLUMHCTBO FEHOB MMEKOT aslbTepHATUBHbIE
BapWaHThI - a/l/1eNn, SI0KaN30BaHHbIE B OMPeAESIEHHbIX yYacTKax Xpo-
MOCOM - JI0Kycax. B kaxaol nape romMmosiormyHbIX XpOMOCOM Ye/loBeKa
0fHa XpOMOCOMa fBNSETCA OTLLOBCKOM, OfHA - MaTepuHCKol. Ecnn B
OAMHAKOBBIX JIOKYCaX FOMO/IOMMYHbIX XPOMOCOM COAEPXUTCS OfMHAKO-
Bble afnenn, TO FOBOPUTCA O FOMO3UFOTHOM COCTOSHWM, eCin CoAaep-
allMecs B HUX a/ifienin pasnnyaroTcs no MHHopMaLm, CocTosHME oLie-
HMBAETCS Kak reTepo3nroTHoe.

Kak ceiiuac BblSiCHEHO, FeHOTUN YesioBeka NPeACcTaBNeH MPUMEPHO
40 TbIC. FeHOB (FTEHOTHM - 3T0 COBOKYNHOCTb FEHOB OPraHM3ma, MMEtoLmX
(heHOTUNNYECKOE NPOSIBEHNE; U3HAYANLHO NPEANONAranoch, YTo FreHoTun
yenoseka cocTaensatoT 50 100 Tbic. reHoB). [eiicTBMe reHOB NPOSBNSETCA
B Npu3Hakax. MNpusHaK - 3TO (heHOTUNUYECKOE NPOSIBNEHWE TeHa WK pe-
3ynbTaTa B3aMMOZEHCTBUSA reHa W dhakTopa BHelHell cpefpl. COBOKY-
HOCTb MPW3HAKOB OpPraHW3Ma, 06YCNOB/IEHHbIX B3aUMOAEACTBMEM FEHOTH-
na v )akTOPOB BHELLHEV cpefbl, COCTaBNSET DEHOTUM.

Kak OTMeYeHO BbilLe, TeHbl, PAacMONOXEHHbIE B WAEHTUYHbIX NOKY-
cax roMosIorMYHbIX XPOMOCOM, HasbIBAtOTCS a/ieNlbHbIMU. B3anmogeiicT-
BME VX MOXET MMETb Pas/IMyHble BapUaHTbI:

e [OMWHMPOBAHMWE - UMEET MeCTO TOrfja, KOrfa COCTOsHIUE OAHOrO an-

NeNbHOTO reHa He 3aBUCUT OT [PYroro, a KOAUPYEMbIA AOMUHAHT-

HbIM FeHOM MpPU3HaK NPOSIB/SETCS NMOMHOCTbHO;

* PeLeccMBHOE COCTOSHME - UMEET MeCTO TOrga, Korga (yHKLmo-

Ha/lbHOE COCTOSIHWE TeHa 3aBUCUT OT PYroro asifieslbHOro reHa;

e KOAOMMWHUPOBAHWE - CUTyaLus, KOTAa ajifielbHble TeHbl aKTUBHbI B
0AVHAaKOBOMW CTemMeHw;
HEMNONHOE JOMVHMPOBAHME - COCTOSIHWE, KOT fja ieCTBUE AOMMHAHT-
HOTO reHa 0cnabnsieTcs B NPUCYTCTBN PELECCUBHOTO.
MMeeT MeCTo M B3aMMOZEINCTBIE MEXaY reHamy, pacrofioXeHHbIMU
B pasHbIX JIOKycax XpOMOCOM (HeasnefbHble). Pa3HOBMAHOCTAMM UX B3au-
MOZENCTBNA SBNAKOTCA:

e KOMMNEMEHTAPHOCTb - COCTOSHME, KOrja Mpu B3aMMOAEeiCTBUM

[BYX AOMVHAHTHbIX FeHOB BO3HWKAET HOBbIN MPU3HAK;
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e 3AMncTas—o[asseHne OAHOro reHa apyrum;

. SCDqJeKT MONIO>KEHNA - 3aK/1l04aeTCA B 3aBUCMMOCTWU MNPOAB/IEHUA
reHa oT reHoTumna Kak CUCTeMbI, NMpu nepemMeLeHnm reHa B reHome B
Apyroe Mecto MeHseTca ero JOMMHaHTHOe ,quICTBVIe.

Twnonorus HacneacTBEHHbIX 6onesHei

3TnonornyecknM (HakTopoM HacneACTBEHHbIX 3aboneBaHuli SBNS-
tOTCSA NAaTOM0MMYECKNe U3MEHEHUS B CTPYKTYPaxX-HOCUTENAX FeHETUYECKOMN
MH(opMaLLMK, NonyyaeMble OPraHM3MoM 60/1bHOIO Yepes NosoBble KNETKM
ero poguteneii. I3MeHeHWs B HOCUTENAX FEHETUYECKOI UH(OpMaLIMK BO3-
HWKaIOT BCMEACTBME CMOHTaHHbLIX WUAM MHAYUMPOBaHHbLIX MyTauuid. Tep-
MUWH 3TOT 6bl1 BBeAeH B 06uxog Ae ®pusom (1901) ana o6o3HaueHUs cy-
YalHbIX reHeTUYECKMX U3MEHEHUIA. Takum 06pasom, MyTauusmu cumTa-
0T CA cneumguyeckme N3MeHeHNs HacneCTBEHHOrO annapaTa nojoBbIX U
COMaTWNYeCKUX KNEeTOK BO3HUKAIOLLME NOZ AeCTBUEM (DU3NYECKUX, XUMU-
Yeckux, 6UONOrMYecKMx (PakTopoB. ECAN MHTEHCMBHOCTb, KOHLEHTpaUus
WK Opyrvie XapakTepucTUKM YKa3aHHbIX (aKTOPOB BbIXOAAT 3a Mpefesbl
06bIYHBIX, NMPOLO/MKNTENIbHOE BPEMSA CYLLECTBOBABLUMX B OKPYXXEHUMN [aH-
HOro OpraHn3ma, To BblI3BaHHble UMW MYyTaUMW Ha3bIBAKOTCA UHAYLMPOBAH-
HbIMW, @ (haKTOpPbl, WX BbI3BaBLUME - MyTareHHbIMU. CNOHTaHHLIMU CYu-
TAlOTCA MyTauuW, BO3HMKAIOLLME TaKXKe Moj AeACTBrEM (DaKTOPOB BHeLU-
Heii cpefbl, HO He BbIXOAALLMX 3a Npedesibl 06bIYHbIX. BbIAENSOT reHHbIe,
XPOMOCOMHbIE, FeHOMHble MyTauuu.

["eHHble MyTaLWUM MMEIOT eLle Ha3BaHMe "TONKOBbIX" W ABAAKOTCA
CNeACTBMEM WHAYLMPOBaHHbLIX WM CMOHTaHHbIX 3aMeH, BCTAaBOK, Bbina-
[EHWIA, TPaHCBEPCUIA 1 APYTMX M3MEHEHUIA Nap OCHOBAaHMWIA B CTPYKTYPHOIA
yacTu reHa. OHM He NPUBOAAT K BbIAB/MAEMbIM C MOMOLLBIO MVKPOCKOMa
M3MEHEHUAM XPOMOCOM. DTU MyTaLMy MOXHO 06HAPYXXUTb TOIbKO MyTem
(heHOTUMUYECKOr0 aHanm3a reHeTMYeCKUX U3MEHeHUIA UK Npyu Hemocpea-
CTBEHHOM uccnefosaHuy AHK. YacToTa ux nNposisieHns B nonynsaummn ye-
noBeka cocTaBnseT 1- 2%. YCTOWYMBOCTb FrEHETUYECKOro MaTepuana npu
FeHHbIX MyTauusx o06ecrneymBaeTcs AUMAOUAHBIM HabopOM XPOMOCOM,
[BOViHOI cnupanbtio AHK, 136bITOYHOCTLIO FEHETUYECKOro KoAa (COOTBET-
CTBME OJHOW aMMHOKUCIOTE HECKO/IbKUX KOAOHOB), MOBTOPOM HEKOTOPbIX
reHoB, penapauuein HapyLleHuin cTpykTypbl JHK.

Penapauus npefctaBnsieT npouecc, o6ecrneynBatoLLmii BOCCTaHOB-
NeHne noBpexaeHHol cTpykTypbl HK. B yacTHOCTW 6binn onucaHbl: ¢o-
TopeakTuBaums penapaumsi (A. KenbHep, 1948) - penapauyus npu BO3aei-
CTBMM BUAMMOIO CBETA; 3KCLM3MOHHaa penapauuna (A. MoppeH, 1958) -
penapaums, OCYLLECTB/AIOLWAACA NMOCPEACTBOM «Bblpe3aHus - 3a1aTbiBa-
HWS» NOBPeXAeHHbIX yyacTkoB AHK ¢ yyacTuem psga epMeHTOB (3HJ0-
HyK/fea3a, 3Kk30HyKneasa, [HK-nonumepasa, nurasa). HapylueHme penapa-
LMW NeXUT B OCHOBE NUIMEHTHON KcepoaepMui, aHeMuyt PaHKOHM.
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XPOMOCOMHbIE MyTaLuu  XapakTepusytoTcs HapyLUeHWeM CTpyK-
TYPbl XPOMOCOM, HO UX YUCNO B KNETKE OCTAETCA HEM3MEHHbIM. [eteKTbl
XPOMOCOM MPOSBASAIOTCS B TPAHCNOKaLUmMaxX (nepemMeLLeHne U3 04HOTo Mec-
Ta B Ipyroe), uHeepcusx (nepeBopoTtax), Aeneunsix (BbinageHum), ayénmka-
umax (yaBoOeHuM) mx hparMeHToB 1 T.4,

[eHOMHble MyTauuy NPeacTaBAAtOT COBON MHOM Kacc MyTauuid.
MecTom "npunoxkeHus" MyTareHoB npu UX MHAYKUMKU sBnsetca He OHK.
OHV BO3HMKAKOT Kak pesy/ibTaT HapyLUeHWs MeXaHW3MOB pacrpefeneHms
XPOMOCOM W/ CECTPUHCKMX XPOMaTug Mo AOYepHUM KneTkam. B Tom
CNnyyae, Korfa mMyTareHHOe AelicTBMe 3aTparvMBaeT BeCb annapar fLeneHus,
npefoTBpaLLas feneHre KNeTKW, NPOUCXOAMT KpaTHOe ranjiougHoOMy yBe-
NYeHne Yrcna XpoMmocoM (3n, 4n, 5n - nonunnouamnst). Ecav ato Kacaetcs
OTZENbHbLIX XPOMOCOM, TO MOXET BO3HMKaTb M3bupaTesibHOe UX yBenuye-
Hve (TpUCOMMA, TeTpPacoMus) UK yMeHbLUEHNE (MOHOCOMMSA) M 3TO OLle-
HMBaeTCS Kak aHeynnougus (2n+1, 2n+2, 2n-1 nt.4.).

Kpome Tuna reHeTMYecKoro NoBpeX/eHNs, Ype3BblualiHO BaXKHA ero
nokanmsauusa. MyTaumm mMoryT NpoucxoauTb U B NOJMIOBLIX U B cOMaTUYe-
CKUX KNeTKax. Te U3 HUX, KOTOpble /IOKAIMU3YKTCA B MOMOBbIX KeTKax,
nepesaroTcs B Credytolme noKoNeHns 1 06HapyXXMBatoTCs BO BCEX KIIET-
Kax MOTOMKOB, CTaBLIMX WX HocuTensamu. Comartmyeckve MyTaumm obHa-
PY>KMBAKOTCS TOMBKO B MOTOMCTBE COOTBETCTBYHOLLE/ MYTaHTHOW KNETKY,
YTO MPUBOAUT K «MO3aMYHOCTU». DEHOTUMNYECKME NOCNEACTBUSA B TaKOM
Cflyyae MOTYT MNPOSBAATbCA TOrfa, Korga 3Tv MyTauuy MNpensTcTBYHOT
OCYLLECTB/MIEHUIO CMeLMAUYECKUX (DYHKLUUA, CBOMCTBEHHBIX AaHHbIM My-
TaHTHbIM KeTkam. B 1901 r. I". e ®pu3 Bnepsble BbICKa3a NPeanosnoxe-
HUe, YTO OMYXO/U - 3TO pe3ynbTaT MyTauuil B COMAaTUHECKMX K/eTKaX.

B cpegHem yacToTy MyTauuii y yenoBeka oueHuBaloT B 1-2 Ha 100
ThiC. raMeT. OHa pa3nunyHa 4n1s pasHbIX opM (FTEHOMHbIE, XPOMOCOMHBbIE,
reHHble) 1 BapraHTOB (TpaHC/oKaLms, Aeneums 1 T.4.), 3aBUCcUT OT BblGop-
kv (MaTepuan UccnefoBaHus), YTO 3aTPYAHSET ONpeAeNieHre 40CTOBEPHOA
BenMumMHbL. C yyeTom o6Liero konmuectsa JHK y yenoBeka B ranjiougHow
knetke (3,0 - 3,5 x 10 _|2r) n konnyecTBa nap Hykneotmaos (3 - 3,5 x 109
MOCYMTAHO, YTO Ha OAHY MONOBYIO K/ETKY MPUXOAMTCA 17,5 CMOHTaHHbIX
MyTaLmWii. 3TO YMCNO OYeHb BESIMKO WM [0 HaCTOSLLEro BPeMeH He AaHo
OKOHYaTe/IbHOro O6BbACHEHMSA, NOYeMy MPU TakOM KOMYECTBE MyTaLuid
YefloBeYECKMn pof, coxpaHseTcs. KpoMme TOro, cUMTaeTcsi, YTO B TEYEHUe
XWU3HW Y 8% WHAMBMAOB BO3HMKAKOT YCMIOBHO fieranbHble MyTauum, cno-
COOHbIe BbI3BaTb CMEPTb B FOMO3UIOTHOM COCTOSIHUN.

B 3aBucuMOCTV OT AEACTBMS Ha OpraHu3M MyTauuy 6blBatoT fe-
Ta/bHble, NONyNeTaTbHble, HeTpasbHble U NOE3HbIE.

JNeTanbHble MyTaLun 3TO TakMe U3MEHEHWUs B FeHEeTUYECKOM ar-
napate, KOTopble BeAyT MHAMBMAYYMA K rnbenn. B nepsyto ouepedb fe-
Ta/IbHbIMU SBNAOTCH JOMUHAHTHbIE MYTaLMW B FOMO3UIOTHOM COCTOSIHUN.
OfHaKo pag, peLecCUBHbIX MyTaLuMid, HE OKa3blBAOLLMX BAWUSHUA Ha opra-
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HW3M B FETEPO3NrOTHOM COCTOSIHWAW, MOXET 0Ka3aTbCsl NIeTa/lbHbIMU B 10-
MO3UFOTHOM  (X/10POhMNIOBbIE  MyTaUUW Y pacTeHwid, CeproBMAHO-
K/IeTOYHAA aHEMUS Y YeNOBEKA).

Mpn nonyneTanbHOW MyTaunn peLeccBHbIE FOMO3UIOTblI MOTYT
KaKoe-TO BPeMs XWTb, HO 3aTeM MOrn6atoT 13-3a Pe3KO CHUDKEHHOW XKM3-
Hecrnoco6HoCTM (remothnanMa U NUrMeHTHas KCepofepma y 4venoBeka, OT-
CYTCTBUE OMNepeHus y Kyp 1 T.4.).

3BO/OLMOHHBIV NPOLIECC CBA3LIBAIOT C HAKOMIEHUEM MYTaLMOHHbIX
M3MeHeHWUI, MOBbILIAOWMX YCTORYMBOCTL OPraHM3MOB B U3MEHMBLLMXCS
CPefoBbIX YC/OBUSX, U TaKne MyTauumn OLEHMBAKOTCA Kak nosesHble. Mpu
onpegeneHHbIX CPeAOBbIX MepeMeHax HelTpabHble U AaXe BpeaHble My-
Tauuy MOryT OKa3aTbCsl Mose3HbIMK. JloKa3aHo Hainume paBHOBECUS MEX-
[y npoueccamy BO3HUKHOBEHUS B MOMY/SLMM NAaTOTEHHbIX MyTauWiil 1 nx
3aNUMUHaLMK (npoLecca eCTECTBEHHOTO YaaeHus).

C MonekynapHbIX NO3uLMiA ONUCLIBAOTCS ABa MyTW MyTareHesa -
MULLUEHHbIA M HEMWLUEHHbIA. [NA MWULIEHHOrO MyTareHe3a XapaKTepHbl
npsiMble B3aVMOAEWCTBKS MyTareHHbIX aktopoB ¢ [HK, BegyLume K xu-
MWUYECKO/ MoANGMKALIMA OCHOBaHWIA, K pa3spbiBy (hochoanathnpHbIX CBS-
3eil 1 T.4. BTOPOW, HEMWLLIEHHBI NYTb CBS3aH C XMMUYECKOW MoantmKa-
LMein myna HyKNeoTuaoB B KNeTKe, MoAudumKauveli epMeHTOB pervka-
um AHK, CHmKaoWmx nx cneumgunyHocTb.

B 1932 r. . Munnep npeanoXun Knaccuhmkalumio MyTaLmii B 3aBK-
CUMOCTM OT MX (heHOTUNMYeckoro adhchekTa. CornacHo 3aToin Knaccudm-
Kauyu BbIOensatoT:

* TMNOMOP(HbIE MYyTaLMKM - MPOSIBEHWE MPU3HAaKa, KOHTPOMpyemo-
r0 MyTaHTHbIM TeHOM, 0CnabseHO MO CPaBHEHWIO C MPU3HAKOM,
KOHTPOMPYEMbIM HOPMasibHbIM FeHOM (K 3TOMY K/accy OTHOCUTCS
MPVYMEPHO MO/IOBMHA BCEX PELLECCUMBHBIX MyTaLit);

* amMOop(Hble MyTauuW - MPU3HAK, KOHTPOMMPYEMbIA MYTaHTHbIM re-
HOM, He NPOSABNSAETCH, T.K. aKTUBHbLIM SBMAETCA HOPMa/bHbIN FeH;

* aHTUMOP(HbIE MyTaUUW - MNPU3HaK, KOHTPONMPYEMbIA MyTaHTHbIM
reHoM, MpOTUBOMOMIOXEH TaKOBOMY, KOHTPO/MPYEMOMY HOpMasib-
HbIM reHOM (K 3TOMY TUMy MyTauuii OTHOCATCA JOMWHAHTHO Hacne-
[lyemble Npu3Haku 1 60/1e3HN);

e HeoMoOp(Hble MyTaUuW - MNPU3HAK, KOHTPOMMPYEMbIA MYTaHTHbIM
reHOM, MHOro KayecTBa MO CPaBHEHMWIO C TaKOBbIM, KOHTpONupye-
MbIM HOPMa/IbHbIM TEHOM;

e rUNepMopcHble MyTauumW - NPU3HaK, KOHTPONUPYEMbIV MyTaHTHbIM
FeHOM, BbIP&XXeH CW/bHee TakOBOro, KOHTPOAMPYEMOr0o HOpMasib-
HbIM FeHOM (Y reTepo3UroTHbIX HOCUTENE reHOB XPOMOCOMHOM He-
CTabuNbHOCTM YacToTa paka B 3 - 5 pa3 BblLLe, YeM B HOPME).

Kak oTmevanoch, (akTopbl, CNOCOOHbIE BbI3BaTb UHAYLMPOBaHHbIE
MyTaLumn, NoAPasfeNnsatoTcsa Ha (hM3nNYecKme, XMMUYECKMe N BUONOrMYecKme.
K dm3mueckum daktopam 0THOCATCSA PagMoakTUBHOE U YNbTPadroIeToBoe
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n3nyyeHus. XMMUYECKME BELLECTBA OKPY>KalOT COBPEMEHHOr0 YenioBeka

KaK HUKOrfa paHee: XMMMUYeckue NPOU3BOACTBA, ObITOBblE XMMUYECKUE

BELLECTBa, MeAUKaMeHTbl, KOCMeTUKa W fp. Bronornyeckumm myTarare-

HaMu CUUTAKOTCS BUPYCHI.

OCHOBHbIMW  MOJSIOXXEHNUAMM,  UHTEPNPETUPYIOWMMIA  MEXaHU3MbI
pagvauyoHHOro MyTareHesa ABnsTCS:

* KBaHT 3Hepruu, nepefaBaemMblii MOHWU3UPYIOLLMM WU3lyYeHWEM WK pa-
[OMOAKTUBHLIMM  YacTULLAMK, MOXET BbI3BaTb pPaspblB /0ObIX CBA3el
OHK (BOZOpPOAHbIX, FANKO3MAHBIX, caxapo-hocthaTHbIX, OTLLeneHne
a30TUCTbIX OCHOBaHWA);

* KpOMe NpsAMOro AeicTBUS MMeeTCs AeiCTBMe OMocpefoBaHHOE 4epes
aKTMBHbIE PajVKa/bl, BO3HMKAIOLME B TKaHAX BCMEACTBME MOHU3ALMU
(OH', H+ HD 2 HO2 1 BbICTYNatOLLMX KaK XMUMUYECKME MYyTareHsbl;

* pas/IMuHble TKAHWU UMEOT PasHbIiA MOPOr YyBCTBUTENLHOCTU K pajmoaK-
TUBHbIM BO3AEWCTBMAM W Pas3/IMYHY0 MOr/OLLAIOLLYH0 CMOCOBHOCTD;
YYBCTBUTENLHOCTb K/IETOK NPAMO MPOMOPLMOHaNbHA X MUTOTUYECKOA
aKTMBHOCTM M 06paTHO MpPOMOpLMOHanbHa AnddepeHLPOBaHHOCTM
KNeTKY,;

* HebonblUMe [03bl 06/yYEHUS BbI3bIBAIOT FEHHble MyTauumn, 6oMbLUve -
XPOMOCOMHble abeppaLmu, BO3HUKAOLLME C YAaCTOTOW NPOMOpLYOHasb-
HOI KBafpaty [03bl.

YnbTpaduoneToBble NyYN BbI3bIBAOT MHOMO TUMNOB MyTauuid. Ha
mogenn OHK KuweyHol nanoykn BbISBAEHO, YTO B 60-65% nog vx BO3-
[JelicTBMEM B reHax NpPOMCXOAMT 3aMeHa OCHOBaHWi, B 35-40% - feneuum
OJHOrO WM HECKO/bKUX HYKNeoTuaoB. BepoATHOCTb Y® uHAYyLMpOBaH-
HbIX MyTaLuii BO3pacTaeT MpU HeAOCTaTOMHOCTH (HepPMEHTOB (3HAOHYKNea-
33, 9K30HyKneasa, JAHK- nonumepasa, nurasa), y4acTBYIOLWMX B Bblgese-
HUW, YCTPaHeHUW, 3aMeLLeHUU OUMEPU3NPOBAHHbLIX MOMEKY TUMUHA.
OnacHOCTY BANAHMA Y - U3NyYeHUs Ha FOHadbl HET, TaK KaK OHO Morso-
Wwaetcsa anuaepmmcoM. OfHAaKO OHO MOXET WMHAYLMPOBaTb COMATUYECKME
MyTauun B KNeTKaxX KOXM W BbI3BaTb pak KOXW, 0COGEHHO npwu onpeje-
NEHHbIX 3a60M1eBaHUAX C MOBbILLIEHHON YyBCTBUTENLHOCTHIO K YO - flyyam
(MUrmeHTHaa Kcepofepma, abbuHU3M, Nncopuas, PeHUNKETOHYPUA U T.4.).

BeposTHOCTb XMMWUYECKOr0o My TareHesa onpejensercs Tem, 4YTo B
HacTosLLee BpeMs B MUpe 3apermcTpupoBaHo 6onee 4 M/H. XUMUYECKUX
BELLECTB. B kaXaoAHeBHOM NO/b30BaHUM YeoBeKa HaxoauTcs oKono 650
ThiC., U3 HUX 60nee 50 ThbiC. NeKapCTBeHHbIX. MNepBble AoOKa3aTeNbCTBa
[aHHOro BMfa MyTareHesa Oblin nonyyeHsl Ayap6axom u Po6coHOM 13
BennkobputaHuy B 1942 r, KOTOpble MHAYLMPOBAAN C MNOMOLLBIO a30TW-
CTOro unpuTa MyTaummn y myxu gposogunsl. B 1959 r. ge dpus (Freese,
1959) NpUMeHUN 2-aMUHONYPUH Kak MyTareH v Npegioxun o6bscHeHWe
ero MyTareHHoro agpekra: 2-amvHonypuH Bktodaetcs B JHK BMecTo
afleHMHa 1 o6pasyeT napbl C TUMUHOM. [MpW 3TOM BO3MOXHO OLUMOOYHOE
CrapyiBaHue C LMTO3MHOM B Xofe peniunkauun JHK, yxe BKIoumBLLEN 2-
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amvHonypuH (owmbka penamkauum), a BO3MOXHA OLMOKa Mpw BKIIHOYe-
HuKM aHanora B AHK (owwnbka BKoYeHns). Elle ogHMM aHanorom 0CHo-
BaHWi ABNseTcs 0 6-METUATYaHWH, KOTOPbIA CNocobeH 06pa3oBbIBaTL Maphbl
C TUMUAMHOM B XOfe pensimkalmu, Bbi3biBas TeM cambIM MyTaLluu 1o Tuny
3aMeH.

K Zpyrum LUMPOKO UCMO/Mb3yeMbIM B 3KCMEPUMEHTE MyTareHam OT-
HOCATCA OUCYNb(UT HATPUSA, TMAPOKCUIAMWH, a30TUCTas KUCMOoTa, pas-
NNYHble aIKUNPYIOLLIME peareHTbl. MocnefHye cnocobHbl NepeHoCUTb a-
KW/bHbIE TPYyMbl HA GMONOrMYECKM BaXKHbIE MakpoMOneKybl. Hanpumep,
BypHe (Bums, 1987) ana ankunmpytowero mytareHa N-Memwi-N'-HUTpo-
N-HWTpO30-ryaHuanHa BbisBuA 167 MyTaumWii no Tuny 3ameH B reHe lad
E.coli. Takum 06pa3om, MOAYyYEeHO MHOFO AaHHbLIX O BO3HUKHOBEHWUWN My-
TauuiA, MHAYLMPOBAHHBIX Pa3INYHbIMK hakTopamMu.

Cnycts 20 neT nocnie OTKPbLITMA 3TOr0 AB/IEHUS Hay4yHOe O6LLEeCTBO
0CO3Ha/I0 BAXXHOCTb 3TOI Npobnembl; B 60-e rofabl 66110 co3gaHo «O6LLe-
CTBO MO M3YYEHWIO MyTareHOB BHELUHel cpefbl», HayaloCb BHeApeHue
TECTUPOBaHWSA MeAULMHCKUX MPenapaToB U 6bITOBbIX XUMWUYECKMX Be-
LLeCTB Ha MYTareHHOCTb, TEPATOreHHOCTb, KaHLEPOreHHOCTb M K Havany
80-X rogoB MyTareHHast akTMBHOCTb 06Hapy»xeHa y 3000 XMMUYeCKMX Be-
LLeCTB.

[JokaszaHo, 4To reHeTuYeckue ahheKTbl XUMUYECKMX BeLLEeCcTB 6oee
pa3Hoo6pasHbl, YeM reHeTUYeckme apdeKTbl paguauum. OgHU U3 XUMnYe-
CKUX BELLECTB pearvmpyroT C napoi afeHuH - TUMWH, Apyrve ¢ napoi rya-
HWH - LMTO3WH; HEOpraHWyeckne XMMUYeckune BeLLecTBa B OCHOBHOM Bbl-
3bIBAIOT XPOMOCOMHbIE abeppauym U reHOMHbIE MyTaLuu, opraHuYecKue -
Hao60pOT BbI3bIBAIOT FEHHbIE MyTaLyM U PefKO XPOMOCOMHbIe abeppauym.
Hanb6onee onacHbl reHHble MyTaLyu, TaK Kak OHW HaKaniuBatoTCs U nepe-
[AloTCA B MOKOMEHMAX; XPOMOCOMHbIE U FeHOMHbIE MyTauuW BefyT rpe-
MMYLLECTBEHHO K BbIKMAbILLAM, MEPTBOPOXAEHWAM. K OCHOBHbIM rpynnam
MyTareHHbIX XMMUYECKMX BELLLECTB OTHECEHBI:

e aNKUVpYyIoLLMe COeAMHEHMS, CXOAHbIE NO CBOEMY [elCTBUIO C pa-
[OMOaKTVBHBIMU BeLLeCcTBamMmn (B MeAULMHE UCMOMb3YHOT LUTOCTaTH-
KW afikepaH, nelikepaH, AebrkammH);

e a30TWCTas KWUCMOoTa U ee NPOU3BOAHbIE, CNOCOOHbLIE BbI3bIBATb Ae3a-
MVHMPOBaHMe a30TUCTbIX OocHoBaHW AHK, MeHas npouecc pennu-
Kauumn nnu Hapywas ero (B 6bITy 3TO HATPUTBI, HUTPATbI);

* aKpeauHoBble KpacuTenu (NpeacTaBUTENAMU SBASKOTCS NPOTUBOMA-
NApuiiHble NpenapaTtbl) CBA3LIBAIOTCA C yaHWHOM, Bbi3blBas «CABUT
pamKm CUMTbIBaHWs», 06pa3oBaHMe HOBbIX KOLOHOB.
JlekapcTBeHHbI MyTareHes, TepaToreHes, KaHueporeHes. MyTa-

reHHas, TepaToreHHas U KaHLeporeHHas akTUBHOCTb AoKasaHa 15 Lenoro
psifa NeKapCTBEHHbIX BELLECTB.

 [lpoTvBOMaNApuiiHble NpenapaTbl U3 FPYNMbl akpPeaUHOBLIX Kpacu-
Tenen, Kak y)ke 0TMeyanocb, CBA3bIBAKOTCA C ryaHnHom [HK, uto
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B/leYeT (hPOPMMPOBaHME HOBbLIX KOAOHOB, «CABWUI PaMKW CUUTbIBA-
HUSI».

« [poTnBooNyxoneBble Mpenapatbl (CapKonM3uH, 5-6pomypaumn, 5-
(hTOpypauun) Bbi3blBaeT 3aMeHbl B Mapax Hykneotmuaos AHK.

» CepaTukn: menpobamar 06Hapy>K1BaeT MyTareHHbIli U TepaToreHblil
3(hcheKT; XNOPOLU3MH, X/IOPNPOMa3UH, 3TarnepasuH, KNo3enuH, rano-
nepuaon, NPOTUBOCYLOPOXHbIE - Y A/NTENIbHO MOYYaBLUMX UX [0
90% uccnefoBaHHbIX TUM(OLUTOB MMENN TeTpaniouiHbIA Habop
XPOMOCOM.

e AHTAMETab0/MKN, CPefy HWUX aHTOFOHUCTbI (DOMMEBOI KUCNOThI
(aMuHONTEPUH, MeTOTpeKcaT), aHalorM MypPUHOBBLIX OCHOBaHMIA
(MepkanTonypuH, UMypaH), aHaliory MUPUMUANHOBBLIX OCHOBaHMIA
(chTOpypaumn, LUTO3MHAPaOMHO3MUA) VMEIOT BbIP&XKEHHOE MyTareH-
Hoe AeicTBME.

e LutocTaTmkn (BUHOGNACTWH, BUHKPECTVH) BbI3bIBAKOT aHEYMIOUAMIO
1 MOAUNIONANIO.

o AHTUBMOTUKW: aKTUHOMULMH-[, 61eOMULMH, AayHOMWLWH, MWUTO-
MUUMH-C MHAYLMPYIOT XPOMOCOMHbIE abeppaLuu; CTPeNTOMULH,
HEOMWLMH, TETPaUMKIMH, 3PUTPOMULMH, NEBOMULUTUH, KaHOMU-
UMH, HEOMVLMH U3MEHSOT MPOLIECC peann3aumm reHeTUYECKON WH-
(hopmaumy Ha pasHbiX ee 3Tanax. Hambosbluytd ONacHOCTb OHM
NpeACTaBNAT Ans 6epeMeHHbIX XKeHLWMH. Hapylas cuHTe3 6enka
aHTMOMOTMKM OKa3blBAOT W TepaToreHHbIli 3(hheKT Ha pa3BmBar0-
wmiics nnogd. TeTpauMKIMH XOpOLIO MPOHUKAET uepe3 MialeHTap-
Hblli Gapbep, MI0X0 BbIBOAUTCS, A0 60% HakanInBaeTcs B NI0Je.

e AcKopOMHOBas KWUCNOTa SBMSIETCS YMEPEHHbIM MyTareHoM, HO B
nepeble 4-5 fHeli 6epeMeHHOCTM 5-6 I. aCKOPBUHOBOI KMCAOTbI MO-
IyT BbI3BaTb BbIKMABILL.

HecmoTps Ha TO, UTO SieKapcTea M3 4 1 5 rpynn SBASOTCA CUMbHbI-
MU MyTareHamu, reHeTUYECKUIA PUCK OT HUX Ans Gyayllero noToMcTBa He
BE/NK, TaK KaK MPUMEHSIKOTCS OHM MO XKM3HEHHbIM MOKa3aHusM, a Jiuug, ux
MoMyyaroLLie, pesko MMeT NOTOMCTBO.

[ns BbISIBNEHNS1 MyTareHHOCTU MeUKaMeHTa ero npoBepka ocyllie-
CTB/ISIETCA Ha MWKPOOPraHW3max; A BbISIB/IEHUS XPOMOCOMHBIX abeppa-
LMIA MCMONb3YHTCA KIETKM KOCTHOTO MO3ra M [AOMWHAHTHble NeTamm y
Mbilei. py KAMHWYECKMX WCMBLITAHUSX M3y4vaeTcs 4acToTa XPOMOCOM-
HbIX abeppauuii U CECTPUHCKMX XPOMaTUAHbIX 06MEHOB B MMdoLMUTax
NeYeHbIX 60/bHbIX 1 MOMyYaBLUMX NaaLe6o.

Buonornyeckme MyTareHbl - 3T0 B MEpBYHO 04epefb BUPYChbl. Bu-
pycbl OCMbl, KOpW, BETPSHOM OCMbl, MPOCTOrO repreca, aNMAEMUYECKOro
napoTuTa, CapKoMbl Payca Cnoco6HblI BbI3biBaTb XPOMOCOMHbIe abeppa-
LuK, a TaKKe MOTyT BbICTYNaTb B KaUecTBe KOMyTareHoB 3a CUeT MojaB/e-
HVS penapaLyvoHHbIX cucTeM. BTopyto rpynmny 610a10rnyeckux MyTareHoB
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COCTaBNAOT TOKCUHbI MECHEBbIX FPUOOB, 31aKOB (NPOPOCLLEE 3epHO).
BbisiBNeHO, YTO 5-7 MKI TOKCMHOB J0OCTATOYHO, 4T06bI y 100% nony4ums-
LUMX MX BbI3BaTb pak neyeHW. MyTareHHbIM 3((eKTOM 061a4at0T XKNMBble
BaKLHbI, CbIBOPOTKM.

He meHee 80% MyTareHoB SIBNAKOTCA KaHLeporeHamu, Bbi3blBas My-
Tauuy B COMaTUYeCKMX KeTKax.

MyTaummn B HOCUTENAX FEHETUYECKOW MH(OPMaLIMK NeXaT B OCHOBE
OJHOr0 U3 BapMaHTOB M3MEHUYMBOCTW, HEOTLEM/IEMOI CTOPOHbI HacneacT-
BEHHOCTU (MyTaLMOHHasA M3MEeHUMBOCTL). [pyrmMm BapraHTaMy U3MeH4-
BOCTM ABNAIOTCS:

MOLMUPMKALMOHHAA (HeHacNeACTBEHHaAsA) M3MEHUMBOCTb, 3aBUCALLAA

OT feicTBuA (hakTOpOB BHeELUHe cpedbl. OHa obpaTuMa, ecnu u3

cpefpbl UCKNHOYaeTCa (DakTop, KOTOPLINA ee BbI3BaN,;

KOMOMHaTUMBHasA (HacneACTBEHHas)) W3MEHYMBOCTb OMpedenseTcs

neperpynnupoBKOin FEHOB B Mei03e, MPOUCXOAsLLEl MyTemM cBO60A-

HOr0 PacxoXfeHns roMONOMMYHbIX XPOMOCOM, a Takxe 6narogaps

CNyyaiHOCTV BCTpeY rameT npy onaofoTBOPeHWU. Ha ocHoBaHUM

3aKOHOB BEPOATHOCTU OT OLHOW CYNpPY>XecKol napbl MOXHO NOY4YnuT

246pa3nnyHbIX reHoTUNoB Un 64x1012 kombKHaLMi reHoB.

ABapua Ha YASC nocTtasuna xuTenei benapycu n apyrux noctpa-
[aBLIMX PErMoHOB B 0COOblE, C MO3ULMIA MEAULMHCKON reHeTWKu, ycno-
BUS. DTO ONpefenseTcs MNoBbILLEHWEM YPOBHS PafvoakTUBHBIX BO3LEHCT-
BUI Ha XXWTeneit Bcel pecnybamky; nosiBAeHUeM rpynnbl ofei noasepr-
LUMXCA Pa30BOMY WHTEHCUBHOMY PafjoaKTUBHOMY 00/yYeHUO (MMKBUAA-
TOPbI, XUTENN 30-1 KUIOMETPOBOI 30HbI); 06/1y4eHeM MOMOABIX Ntofei
[eTOpPOLHOro BO3PacTa; OCTPbIM UM XPOHWYECKMM 061y4eHneM 6epemeH-
HbIX. B COBOKYMHOCTW C ApyruMun (hakTopamm KavyeCTBEHHOe M3MEHeHWe
3KOMIOrMYeckoli cpefibl NO3BOUO M3HAYaNIbHO NPOrHO3KMPOBaTh NOBbILLE-
HWe KonmyecTBa GOMe3Hel LMTOBUAHONM Xefesbl, OHK03ab0neBaHUiA, Ha-
CNeACTBEHHbIX OOMe3Hel, YCKOpeHWe CTapeHus, YTO MOATBEPXKAAeTCs B
npoLecce BefyLLerocs HabnoaeHUA.

NlnTepaTypa
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2. InnbunH E.T., boromasos E.A., NogmaH-KagowHukos M.6. MeHeTuKa
Ans Bpaveii. - M.: MegnupmHa, 1990. - 255 c.

3. Mopo3sos E.WN., Tapacesuu E.N., AHoxnHa B.C. NeHeTMKa B Bonpocax
n oTBeTax. - MH.: "YHuBepcuteTckoe", 1989.- 288 c.

4. MyT0BWH I".P. OCHOBbI KMHWYECKOW FeHETUKM. - M.: BbicLas Lwkona,
1997. - 173 c.

5 ®orenb @., Motynbcku A. 'eHeTuka yenoseka.-M.: Mup, 1989, 1. 1,—
308 c.
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7. Victor A. McKusick. The Anatomy of the Human Genome. A Neo-
Vesalian Basis for Medicine in the 21¢ Centure. // JAMA, November 14,
2001, Vol. 286, No.18, 2289-2295.

METOAbl MEAVMKO-TEHETUYECKOIO
NCCJIELOBAHNA

B HacTosilLee BpemMA MeAMLUMHCKAs reHeTUKa pacrnonaraet orpom-
HbIM KONIMYECTBOM METOZO0B MCCNeA0BaHMUS, NO3BOMSIOLLMX peLlaTb Nnogas-
naroLLee 60M1bLIMHCTBO MPaKTUYECKMX U TEOPETUYECKMX BOMPOCOB. Pag u3
3TUX METOAO0B MMEET Y)Ke 60/bLUYI0 UCTOPUIO (FeHeanornyeckuii, LuTono-
FMYECKNiA, B/IM3HELOBLIN), APYrvMe BO3HWKIM HeAaBHO, HO MOMyYMSIN He-
OLLeHUMOE 3HaueHUe, Kak ans Teopuu, Tak W A1 NPakTUk1 (MMMyHONOMu-
yeckue, AIHK-30H40Bas AnarHocTuKa u T.4,).

CeHeanornvecknin MeToq,

[eHeanorMyecknin MeTop U aHaan3 PooCNOBHbIX, ABMSSICh OAHUM
13 NePBbIX Hay4HbIX METOA0B WMCCMeAoBaHWs B MeAMLIMHCKOWA FeHeTUKe,
MO3BONSET U B HACTOsILLIEE BPEMS PeLlaTh Psf HeManoBaXKHbIX BOMPOCOB U
B YaCTHOCTMU:

e YyCTaHaBNMBaTb SBASETCA NN [aHHbIA NpPU3HaK WM 3aboneBaHue
€AVHNYHBIM B CEMbE W MMEKOTCSA HECKOMbKO CNy4aeB AaHHOW Ma-
TOOTUU;

* BblAeNATb ML, NOA03PUTENbHBIX B OTHOLIEHWM AaHHOrO 3a6oneBa-
HUS 1 COCTaBNATb MNaH MX 06CNef0BaHNs ANs YTOUHEHUS MarHo3a;

e OnpeaensTb TUMN HacNeA0BaHNS U BbISCHATb, MO KaKoW NMHWUK, MaTe-
PUHCKOIA MM OTLLOBCKOW, MAET nepeaaya 3aboneBaHus;

*  BbISIB/IATb ML, HY>KAAIOLMXCSH B MEANKO-TEHETUYECKOM KOHCYNbTU-
poBaHUW, ONpeaensTb KAMHUYECKUIA MPOrHO3 And npobaHaa W ero
60/1bHbIX POACTBEHHMKOB C Y4YeTOM OCO6eHHOCTel 3aboneBaHNsA 1
€ro reHeTUYeCKO XapaKTePUCTUKN;

 paspabaTbiBaTb NMaH NeYeHNUss N NPOPUNAKTUKM C yYeTOM MHAMBW-
[yanbHbIX 1 CEMENHbIX 0CO6EHHOCTEN 3ab0/1eBaHNS;
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* MPOrHO3MpoBaTh BEPOSTHOCTb MPOSBMEHNS HacneACTBEHHOW narto-
NOruy B MOCNEAYHOLLMX NOKOMEHMAX B 3aBUCUMOCTY OT Tuna Hacne-
[0BaHus.
OCHOBY reHea/IorMyecKoro MeTofa CoCTaB/sIeT aHa/IM3 POAOC/IOBHbIX Tab-
nuu, ans gopMuposaHnsa KoTopblx . HOCT (1931) npennoxun, Ucrnonb-
3yemble U B HACTOsLLEe BpeMs, YCNOBHble 0603HaveHus (Puc. 2). Kak Bam
M3BECTHO, KaXas ropu3oHTa/IbHas CTPoKa Tabnmubl 0603Ha4YaeT 04HO Mo-
KONeHWe 1 crieBa HyMepyeTcs PUMCKOR Lutpol, a MHAVBMALI AaHHOTO No-
KOneHusl - apabekoit. IcXofHbIM MLIOM NP (HOPMUPOBaHIU POAOCIOBHOM
TabnmMuUpbl ABNSETCA BOMBHON AW APYroe 1L, Hecyllee HacnefCTBEHHbIN
Mpu3HaK. ATOT YeNoBeK MMeHyeTcs NpobaHAoM WM NPono3uToM. YuTa-
eTCsl POOCNOBHas € NpobaHAa. B KoHLe pojocnoBHON AaeTCsl MUCbMEHHOe
NpUNoXeHWe (nereHga). B nereHge oTpaxatoTcs: a) aHaMHeCTUYEeCKMe
[aHHble; 6) AaHHble KIMHUYECKOro W Apyrux MeTOAOB WCCMefoBaHus; B)
[aHHble 0 pesy/bTaTax /IMYHOrO OCMOTPa POLACTBEHHUKOB npobaHia; r)
[aHHble O COMOCTaB/leHUW JINYHOTO OCMOTPa POLCTBEHHMKOB W Camoro
npobaHaa; f) faHHble O POACTBEHHMKAX, XUBYLUMX B OTAaNEHUW, Mony-
YeHHble aHKETHbIM METOLOM; €) 3aK/oYeHWe O TUMe HaciefoBaHUA W3y-
Yyaemoli 60Me3HN MM NpU3HaKa; XX) Apyrve HeobxoauMble cBedeHMs. Ha
OCHOBaHUW reHeanormyeckKoro UCCnefoBaHns MOXHO CAeNaTh 3aK/oueHne
0 XapakTepe npu3sHaka (HacneACTBEHHbIA WX HET); O TWMe HacnefoBaHUs;
0 3UrOTHOCTU NpobaHAa (rOMO3UIOTHBIV WK FeTePO3NTrOTHBIN); O cTene-
HAX MEHeTPAHTHOCTY W 3KCMPECCMBHOCTM MAaTONOTMUYECKOro reHa (ne-
HETPaHTHOCTb - MPOLEHT (PEHOTUNUYECKOrO NPOSBNEHUS NaTONOrnYe-
CKOro reHa Cpefi BCero Koiu4ecTsa ero HocuTenei; 3KCNPecCUBHOCTb -
(heHOTUNMYECKas MHTEHCMBHOCTb NPOSNEHNS HACNeACTBEHHOTO NpU3Haka
-TePMWHbI BBefeHbl B 06mxog B 1926 r. O. dortom n H.B. Tumodeesbim -
PecoBckum).

BbI4enstoT NATb OCHOBHbIX TUMOB HacNef0BaHUS.

AYyTOCOMHO-AOMWHAHTHbIA Tun. MNpy faHHOM Tune Hacnegosa-
HUSA NPU3HAK MPOSIBASETCSA B reTEPO3UTOTHOM COCTOSIHUM, B FOMO3UTOTHOM
ABNAETCA feTalbHbIM.  [IOMWHAaHTHOE HaCc/nefoBaHUA XapaKTepusyroTcs
TeM, 4TO:

+ 3abofeBaHue nepesaeTca U3 NOKOMeHUs B MOKOMeHVe 6e3 nponyc-
KOB (KpOMe C/lyYaeB HOBbLIX MyTaLyit);

* PUCK pOXAeHWs 60NbHOro pebeHKa, NpU HaMuMM 3ab0neBaHua y
OAHOr0 13 poauTenei, coctaBnset 50%;

 y 60/bHOr0 MHAVBYAA 6ONEH OAWH U3 poauTenelt (MCKoYas crydau
HOBbIX MyTaLit);

+ 06a nona nopaxaroTcsa ¢ 0AMHAKOBOMN YaCTOTOW.
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Puc. 2. CuMBO/IbI, UCMOMb3yeMble NPW COCTaBIEHUM POSOC0BHOM
(F.P. MyTo0BUH, 1997)

MyxXuuHa |:| O Bpak
XeHwnHbl |:| O BHebpayHble CBA3M
Mon HensBecTeH E bAO PacToprHyTblil 6pak

Yucno geteit ofHOrO KpOBHOPOACTBEHHDbI

nona I:‘ j— O 6pak
Be3feTHbIN 6pak
BonbHble I:‘y_o

ayTOCOMHOMY Tuny _

L ®)

Mpo6aHg

~~

BONbHOI NHANBNA MOHO3HTOTHbIE 61Kn3-
Hewbl

MpeHaTanbHas
CMEpPTHOCTb

AGopT JV3HTOTHbIE 6NN3HELbI

00—+ XEs m0oon

Y CbIHOBNEHHbI i BnNu3Helbl HEN3BECTHOI

3UTOTHOCTH
1
Qro2
MopsgoK HyMepaLum
. d I-b-b VHAMBUAOB B
/ nokoneHun

pPOAOCNOBHOI

AyTOCOMHO-pELEeCCHBHbIA TwM. Mpu ayTOCOMHO-PELLECCUBHOM Ha-
CNef0BaHMN MPU3HAK NPOSBASETCS TO/bKO B FOMO3UTOTHOM COCTOSHUM (3a
UCK/OYEHNEM C/TyYyaeB, KOrja aiefbHblii reH MHaKTUBUPOBaH N0 Kakoi-
TO WHOV npuumHe). OCOBEHHOCTW HACMefoBaHUS 3aK/KUAKOTCS B Che-
JytoLiem:

* poauTenu npobaHaa 340p0Bbl, HO aHaI0MMYHOe 3a60/1eBaHNE MOXKET
06Hapy)XmMBaThCa Y POAHbLIX, [ABOHOPOLHBIX, TPOHOPOAHLIX CUMOBCOB
npobaHia - 3a60neBaHNe NPOCNEXMUBAETCA MO FOPU3OHTAN,

* y 60/bHOTO POAMUTENS POXKAAKOTCA 340POBbIE AETY;

* pUCK poXaeHUst 60NIbHOro pebeHka paBeH 25%;

e B C/lyyae KPOBHO-POACTBEHHbIX GPaKoB HabMHAaeTCs yBEIUYEHUE
yuncna 3a6oneBaHuWii B POAOCNOBHOA.

X - cLenneHHbIN peleccuBHbli Tun. Mpu X - cLenNeHHoN nepefa-
ue NpuU3HaK Hacneayetcs TOMbKO OT MaTepu W MposiBAseTcs Y ocobei
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MY>XCKOF0 nofia. OCOBEHHOCTAMM HacnefoBaHUs, CLEMMEHHOrO C MoJioMm,
ABNAKOTCS:

+ 3aboneBaHWe HabMOAAETCA Y MY>XXUMH-POACTBEHHMKOB NpobaHaa no
MaTEPUHCKOMN NUHWK;

* CbIHOBbSl HUKOr[ja He HacneayoT 3aboneBaHue OTLg;

* y 60NLHOrO OTLA BCE ero fou4epy 340pOBbl M ABNSAOTCSA reTepo3u-
FOTHLIMY HOCUTENSIMU MYTaHTHOrO FeHa;

* EC/IM XEHLUMHA SBNSETCA FeTepo3UroTHbIM HOCUTENIEM MYTaHTHOro
reHa, TO MOJI0BUHA €e CbIHOBEW 60/bHbI, a BCE A0YepU 340POBbI, HO
MONOBMHA U3 HUX SBMAIOTCA rETEPO3UTOTHBIMW HOCUTENAMU My-
TaHTHOrO reHa.

X - clenneHHbll 4JOMUHAHTHbBIA Twn. Mpu3Hak nepefaeTcs u ot
0TUa, M OT MaTtepu, 60N1e0T 0COOM TOro U Apyroro nona. OcobeHHOCTAMU
[aHHOr0 TMNa HacnefoBaHNsA ABNAIOTCS:

 y 60/bHOro NpobaHaa 06s3aTeNlbHO 60EH OAWH U3 POAUTENEN;

¢y 60/1bHOr0 0TLa BCE A04epy B0/bHbI, & CbIHOBbS 3[,0POBbI;

ey GONMBbHOWM MaTepu paBHO BEPOSTHO POXAEHWE GO/bHOWM A0YepU K
60/1bHOrO CbIHa;

e 60/bHbIX XEHLUVH B 2 pa3a 60/bLUe, YeM 60NbHBIX MY>UMH.
OnucaHHble TUMbl HACNeJ0BaHWUS OTHOCATCS K MOHOreHHbIM. Benu-

YMHA FeHeTUYECKOro pucka AN1a AeTeil npobaHaa npu MOHOMeHHbIX T1nax
pasfiMyHa 1 3aBUCUT OT XapakTepa HacnefosaHus (Tabnuua 1).

MynbTuakTopuanbHblil (MOAUTEHHbIA) Tun. Kputepun nonu-
reHHOro HacnefosaHusa Gbiy onucaHbl B 1969 r. K. KapTepom u gonon-
HeHbl B 1989 r ®. doreniem n A. MoTynbcku. IMpn jaHHOM Tune Hacneio-
BaHWUS Npu3HaK 00YyCNoBAEeH HECKONbKMMMW FeHaMU 1 NPOSBASETCA NpU KX
COBOKYMHOCTW. Ero 0CO6eHHOCTAMM SBNSAOTCS:

* cerperaums B CeMbsiX, XOTS MPU 3TOM HeT YeTKON MOJenu Hacneso-
BaHWs;

* YeM Bbllle CTeneHb POACTBA C 6O/bHLIM NPOGaHAOM, TEM Bbille
puck 3a60neBaHus;

* YyeMm 6osblle B CeMbe 60MbHbLIX POACTBEHHMKOB, TEM BbILLE PUCK 3a-
6oneBaHunsa (pogmTenn npobaHga 340pOBbl - PUCK 3aboneBaHUs 5 -
10%, 6oneH oavH M3 poauTeneli - puck 3abonesaHust 10 - 20%,
60/1bHbI 06a poauTens - puck 3abonesaHms 40%);

* YeM TSXKeNee NpoTekaeT 3abonieBaHWe y NpobaHaa, TeM BbILle PUCK
[N151 ero poACTBEHHWKOB,

* YeM Yallle 3a60/1eBaHMe MPOSBNSETCA Y OAHOrO M0/a, TEM BbiLLe ero
PUCK A5 peAKO MopaXkaemoro nona;

* Yem 6O/blle reHoB 0bycnasnMBalOT 3abofeBaHMe, TEM BbIle ero
pucK;

* ecnm Jona 60/bHbIX CUOCOB B CEMbAX C OLHUM 6OMIbHBIM POAUTENEM
B 2,5 pasa BbilLe, YeM 405 60/1bHbIX CUOCOB B CEMbE CO 30POBbLIMU
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poauTENsIMM, TO UMEETCS OCHOBaHWe NpearnosaraTb NOMUIeHHoe Ha-
CnefoBaHve;

* KOHKOPAAHTHOCTb MPW3HaKa Mpy MOSMIeHHOM Hac/efoBaHuM y Mo-
HO3WTOTHbLIX G/M3HEL|OB MPEBLILIAET TAKOBYH) Y AWM3UFOTHLIX B 4
pasa.

Kpome Toro, nposiBneHve npr3Haka npy NoaMreHHOM HaciefoBaHWUN Ha-
XOAWTCS B CBA3W C PSAOM APYTVX OGCTOATENLCTB: CPELOBOE OKPYXKEHUE;
XapaKTepa nepexoAHbIX QOpM; YacToTbl 60/1e3HW B MOMYNALMM - CTeNeHb
pUCKa Anst POACTBEHHWKOB GOMLHOTO BhILLIE, EC/IM TAaKOE 3a60NeBaHe
BCTPEYAETCS PeXxXe B Mony/saLmm.

Tabnuua 1. BennumHa reHeTMYECKOro pucka Anst AeTeii npobaHaa

Tun nepegauu BennunHa reHe TU4ECKOro pucka B %
AyYTOCOMHO-JOMUHAHTHBbIV 50%
AyTOCOMHO-PELIECCMBHbII 0,0001%
X - CLeNNeHHbI PeLecCUBHBbINA:
MOpaXeH My>X [04epn HOCUTENN, CbIHOBbS 3[0POBbI
MopaXxeHa XeHa nouepu HocuTenu, 50% cbiHOBe 60/bHbI
X - CLUEeNNEeHbIN JOMMHAHTHBIA:  50%
MopaXKeH MyX [ouepy 60/bHbI, CbIHOBbS 3[0POBbI
MopaXKeHa XeHa 50% He3aBMCUMO OT nona
My nbTUhaKToprasbHbIN [0 10 %
deHokonus 06LLenonynALMOHHLIA prcK (He 6onee 5%)
XpoMOCoMHble abeppaLim HOCUTENN 06bIYHO HECMOCO6HbI K BOCMPO-

W3BOACTBY, B Apyrux cnyvasx 50 %

B KauecTBe pefKUX TWMOB HacNeACTBEHHON Mepejayn OMUChIBAKOT-
cst:

ronaHapuyeckoe HacnefoBaHue - nepejada Npu3Haka, reH KOToporo
HaxoguTcs B Y- XpoMocoMe (YLUHOW TnepTprx03, CUHAAKTUAMS, (aKTop
Ankobpasa 1 4p.), Takve CBOCTBA NepesatoTcs OT 0TLA K CblHY;

HacnefoBaHue, OrpaHuU4eHHoe NOAOM - B JaHHOM Cly4ae, B OT/MUMe
OT CLEN/IEHHOr0 C MOJIOM Hac/eA0BaHWs, NEHETPAHTHOCTb U 3KCMpPEecCUB-
HOCTb reHa MOANMULMPYETCH MYXCKAMU UM XKEHCKMMIW FOPMOHAMU;

anrnépuaHoe (nonnrnbpuaoe) HacnefoBaHe MMeeT MECTO B CyYae,
Korga ABa unu 6onee reHoB, OnpeaenstoWLmMX NPU3HaK, HaXogsaTcs B pas-

HbIX XpOMOCOMax W1 npu 06paSOBaHVIVI rameT OHK MOoryT KOM6VIHVIpOBaTbCFI
He3aBMCNMO.
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LinToreHeTMYecKnii MeToq

Hayvano uuToreHeTMYeCKOMY METOAY, MO3BONSAIOLLIEMY WCCeA0BaTb
CTPYKTYPY M KOMIMHYECTBO XPOMOCOM B K/IETKAX YeN0BEKa, ObUIO MOMOXEHO
6puTaHCKUMKM yueHbIMKM . Tvo n A. JleaHom, C. dopgom u [l. XamepTo-
Hom B 1956 - 1959 rr. mn 6bIN0 AOKa3aHO, YTO AMMNOUAHbIE KMETKU
yenoBeka  cogepar 46 XpoOMOCOM;  onucaHbl  3abofieBaHus,
00YC/I0BMEHHbIE HAapyLUEHNEM 4mMCna MOJIOBbIX XPOMOCOM  (CUHAPOMbI
KnsiindenbTepa, TepHepa, Tpunno-X). B 1960 r. B AeHsepe (CLLUA) 6bina
MpUHATA nepBas KnaccuMuKaLms XpomocoM. Bce ayTocOMbl Moayunim
nopsiAKoBble HOMepa W 6binn nogpasgeneHsl Ha 7 rpynn: A (1-3 napsl), B
(4,5), C (6-12), D (13-15), E (16-18), G (21,22). B 1963 r. Ha
KOH(epeHUMN UuTOreHeTMKoB B  JloHgoHe, B 1966 r. Ha Il
MexayHapoAHOM KOHrpecce B Yukaro [eHBepcKas Kniaccuukaums
MoaudmuMpoBanacb, a OKOHYaTeNbHbIA XapakTep mpuobpena nocne
YTBEPXKAEHNS Ha MexayHapoaHOM KOH(epeHUMn uuToreHeTkos B 1971
r. (Mapwx). [MapwKckas HOMeHKIaTypa XpOMOCOM YHW(MLUMpOBana
onuncaHue NNHeRHOW CTPYKTYPbl KaXX0/ XpOMOCOMbI. Kaxxaas xpomocoma
cTafa paccmaTpuBaTbCsl Kak HerpepbiBHas COBOKYMHOCTb CErMeHTOB,
HE3aBMCMMO OT WX OKpackuW. [NepBOHa4asbHO OblI0 MAEHTU(PULIMPOBAHO
oKono 320-n cermMeHToB. [lneyn XpoMOCOM CTa/m  0603HaYaTbCs
NaTUHCKMMK ByKBaMMK: P - KOPOTKOE, q - AAMHHOE. Mneun pasgeneHbl Ha
paiioHbl, TPaHWLAMK KOTOPbIX CAYXKaT PerynsipHO HabmojaeMble YeTKue
Moposiormyeckne Mapkepbl. PaiioHbl NOAPa3AensoTCs Ha CEerMeHThbl -
YYaCTKM, YETKO OTINYAIOLLMECA MO UHTEHCUMBHOCTU OKPACKM OT COCEAHVX.
PailoHbl 1 cermMeHTbl HyMepyHoTCa apabeKuMu Ludpamy B HanpasieHnn ot
LieHTPOMEpbl K TefloMepe, OTAENbHO ANA KaxAoro niedva. Hanpumep,
3anmcb 7p23 03Ha4aeT: KOPOTKOE MNJIeY0 XPOMOCOMbI 7, PaiioH 2, CermMeHT
3. BBefeHve eyHOI CUCTEMbI OMNMUCAHWUS XPOMOCOM MO3BOAWIO CO34aTh U
eAnHyt0 MoTemMymnaBLoaHr 004pHM(LUMNHLL){ TB))e>0TpilLLLe A0Mel KNeToK ¢

HOPM&/IbHbIM W M3MEHEHHbIM KapuoTunom: 46, XX/ 47, XXX
(50%/50%)].

2 [lo6aBoyHas XpOMOCOMa 0603HAYAETCA 3HAKOM «+», Hamnpumep,
47, XX +21 - Kapuotun ¢ f06aBO4HON 21 XPOMOCOMOIA.

3 YTpaTa XpoMOCOMbI UMK ee 4acTy 0603HaYaeTcs CUMBOIAMU «-»
nnn «del», Hanpumep, 46, XX, 5p- nam 46, XX, del 5 (p13) -
CUHAPOM «KOLLAYbero Kpuka.

4. TpaHcnokauus - t (B cnyyae HecbanaHCUMPOBaHHOW TpaHCNOKa-
umn), Hanpumep, 46, XX, t(14,21) - TpaHcnokaums mexay 14 u
21 xpomocomamu.

5. PeuunpokHas TpaHcnokaums - rep /46, XX, rep 2, 5 (g21; g31) -
TPaHCNOKaLMM CerMeHTOB [AIMHHbIX M/ieY 2 1 5 Xpomocom/.
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6. N3oxpomocoma - i. Hanpumep, 46, X, i(Xq) - B HAIM4YMN UMEIOT-
cA ABa [JJIMHHbIX Mieya X-XpOMOCOMbl U pa3feneHbl LeHTpoMe-
poiA.

7. NuBepewnst - inv. /46, XX, inv(3) (p25; q 21) - y4yacTok 3-i1 xpo-
MOCOMbI, PacroiOXeHHbIA Medy cermeHTamm p25 u g21, nHeep-
TUpoBaH./

8 WHcepums - ins. /46, XX, ins(16) (pi2) - BCTaBKa Ha KOPOTKOM
nneye 16- XpoOMoCOMblI./

9. Oynnukauma - dup. /46, XX, dup(3) (g21) - aynavkaums Ha
[NIMHHOM nifeve 3-i1 XpOMOCOMbI./

10. Konbuesasi xpomocoma - 1. /46, XY, r(1l) - konbuesasa 11-A
Xpomocoma./

11. PobepTCOHOBCKas TpaHCIoKauus —rob.

LiuToreHeTM4YecKoe UcCnejoBaHNe MOXET MPOBOAUTLCS B [BYX Ba-
puaHTa: UccnefoBaHNe MOI0BOr0 XpOMATUHA U UCCNef0BaHMe KapuoTuna
KNETKMW.

VccnefoBaHue MonOBOro XxpomaTuHa. Kak M3BECTHO, B K/eTKax
YKEHCKMX OpPraHM3MOoB OfiHa X - XpOMOCOMa B 1HTepdase MHAKTUBMPOBaHa,
HaxoauTcsa B CNMpanu3oBaHHOM COCTOSHUM U MPW OKpacke KNeTok siaep-
HbIMW KpacuTensiMu OnpefensieTcs y sAepHoi 060104KM B BUAE TNbIGKK
(nonoBoit xpomaTuH, Tenble bappa). O6bIMHO Tenew, bappa Ha egvHWLY
MeHbLLIe, YeM MO/I0BbIX X-XPOMOCOM B KapuoTune, YTo No3BONSET UCMOSb-
30BaTb 3Ty METOAMKY B KAMHUKO-1abopaToOpHON AuarHoctuke. Mccnego-
BaHe MosoBOro XpoMaTuHa npoBoAUTCS Nput:

* 060M HapyLueHnn auddepeHumaummn noniay AeTei u B3pocnbIx;

* N0J03peHUM Ha cuHApoMm LLlepeltieBckoro-TepHepa;

* TMEepPBWYHOI ameHopee, HeA0PasBUTUM BTOPWUYHBIX MOMOBbLIX MPK-
3HaKOB, 3aflepXXaHHOM WU NPEXAeBPeMEHHOM MOM0BOM pa3Bu-
TIU, COYETAIOLLMXCSA C YMCTBEHHOIM OTCTa/I0CThLIO UM CBOEO6pa3-
HbIM MCUXUYECKUM AeEKTOM, a TaK Xe Y MaTepei UMetoLLmX fe-
Tell ¢ aHOMaselt NOJIOBLIX XPOMOCOM,;

* Y MYX4Y/H CTpajatolimx 6ecriogvem, HefopasBUTUEM BTOpWY-
HbIX MOMOBbIX MPU3HAKOB, >KEHOMOAOOHLIM TenocnoXeHem (C
YMCTBEHHO OTCTa/IOCTHIO UK 6e3 Hee);

* Heo6X0AMMOCTM BHYTPUYTPOOHOrO OMNpefeneHus nnofa B CeMbe
OTArOLLEHHOW 3a60/1eBaHMAMU, CLEMNIEHHbIMM ¢ X - XPOMOCO-
MOIA.

Mpu Okpacke sinep KNETOK aKPUXWH-WUMPUTOM W WCMOMb30BaHWN
(h/1yOpECLIEHTHOrO MMKPOCKOMNa BO3MOXHO BbIJENEHNE Y-XPOMOCOMbI,
(hNHOOpECLMPYIOLLE/ Ha Kpato siipa UM HECKO/bKO BbICTYMAtOLLEN 3a ero
npegenoi.

WccnefoBaHue kapuoTuna KneTku (KapuoTunuposaHue). ITOT
MpOLIECC OCYLLECTBASIETCA NPy 60/1ee CNOXKHBIX METOAAX MOAYYeHNUs MaTe-
puvana, ero NoAroToBKW, OKPAaCKM XPOMOCOM M MX M3yyeHus. Yalle Bcero
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XPOMOCOMbI UCCEAYHOT B NeliKOLMTax Nepugepuyeckoli KpoBm, XoTs BO3-
MO>XXHO X 1ccneaoBaHMe B KNeTkax CrmMHHOINO mMo3sra, 0I'IyXOI'I€I7I, 3M6p|/|0-
Ha/lbHOW TKaHW, MyHKTaTe I'IVIM(haTI/I‘—IeCKI/IX Y3/10B, CE/IE3EHKN, XOPWOHa,
MENOTUYECKMNX KMETKAX MOMOBbIX Xefe3. BO3MOXHbI npamMoe " Henpamoe
ncenefoBaHns XpoMocom. pu NpsMom MeTofe CBeXWiA MaTepuan (KNeTKu
KOCTHOIro Mmoa3ra, OI'IyXOfIGVI, 3M6pVIOHaI'IbeIX TKaHel, KNeTku XOpWOHa,
NyHKTaTa MMQaTNYECKNX Y3/0B, Cene3eHKN W T.4.) MoABepraeTcs CooT-
BETCTBYIOLLE/i 06pabOTKE M M3YYEHWHO Cpa3y >Ke MOC/e ero MosyyeHms.
Mpn meToAe HenmpsMOro uccnefoBaHus Matepuan (MMMAOLUNTLI, KNETKU
aMHMOTUYECKON XNAKOCTK, (hmbpobnacTbl) NpeABapUTeNlbHO KyNbTUBUPY-
€TCA Ha nuTaTe/IbHbIX Cpefax, a NoTOM noaBepraeTca H606X0,CI|I/IMOI7I noa-
roToBKe, KOHEYHbIM 3Tarom KOTOpOI7I ABNAETCA OKpallMBaHME npenapara n
MWKpOCKoNMpoBaHue. CyLecTBYHOT CNocobbl MpOCToi v AnddepeHLm-
abHO OKpaCcKW npenapaTos.

*B c/y4ae npocToii OKPacKM 1 UCMONb30BaHWA NUMKOLMTOB, 13 BeHbl GepeTcs
10 mn Kposu B MpO6UPKY C [06aBneHHbIM Tyfa pacTBOPOM renapuHa, npobupka no-
MeLLaeTcs B X0NoAUIbHUK Ha 1 4ac. Mocne ocefiaHns POPMEHHBIX 3/1IEMEHTOB U3 Mpo-
6MpKK OTcacblBaeTcs niasma, a KNeTKV MOMeLLaeTca B nuTaTte/lbHyto cpedy 199 wnm
Wrna B cooTHoweHun 1:1,5. [ng CTUMYNALUN SeneHns NMMGOLMUTOB B Ky/bTypy [0-
6aBnsAloT uToremarrntoTvHmH (0,1 Ha 10 mn cmecun) 1 100 EL neHuumnmHa Ha 1 mn
CMecK, Moc/neAHsAs NOMeLLaeTcs B TepMocTaT Ha 48 unu 72 yaca npu Temnepatype 37
°C. 3a 6 4acoB 0 KOHLa MHKy6aLuun B KynbTypy f06aBnstoT konxuuuH (0,5 Mkr/mn),
o6pblBatoLLMIi AeNeHne NMMGOLMTOB Ha CTaamumn MeTagasbl. CrycTs 2-4 yaca cMech 5
MWH LeHTpohyrmpyetca co ckopoctbto 800 - 1000 06/MWH, K ocagKy f06aBnstoT 5 mn
0,95% pacTeopa uuTparta Hatpua unu 0,56% pactsop xnopuaa Kanvs, NoJorpeTbIX 40
37°C, 1 KynbTypa BHOBb LIEHTpU(YrupyeTcs npum Tex >ke obopoTtax 5-7 MuH. Mocneg-
HWIA 3Tan 3Toii onepauyu - (UKcaums KNeTok (CMecb 3TUAOBOTO CNWpTa W NeasHON yK-
CYCHOW KMCMOTbl) M OKpacka sgepHbIMU Kpacutensamu (2% pacTBOp aueToopcemnHa,
pactsop mm3a 1 Ap.). Ha npenapare XpOMOCOMbI M3Y4atOTCs BU3YaslbHO WK (HOTO-
rpagumpytoTcs.

Mocne 1956 r. 66110 NPeAI0XEHO MHOTO HOBbIX BapyaHTOB OKPacKmu
XpOMOCOM - anddhepeHymnansHoe okpalumeaHme. B 1968 r. KacnepcoH T.
C COTPYAHMKaMKN BrnepBble MoOKasa/ii BO3MOXHOCTb MAEHTU(MKALUKM Xpo-
MOCOM MO MOMEPEYHON MCYEPUEHHOCTM, BUAMMOWA BO (hYOPECLEHTHOM
MWKPOCKoNne npu 06pa60TKe KNETKN aKPUXUH-UNPUTOM, 3a YEM Nnocneno-
Ba/IN MPeA/IOKEHNs APYrX BapuMaHTOB OKpacku. Ha yka3aHHOI paHee
MapmKCKoin KOH(epeHUMN MO CTaHAapTM3aUMM M HOMEHKATYype XpPOMO-
COM YenoBeKa 6bIno CAeNaHOo 3akK/4YeHMe 0 TOM, YTO BCE METOAbI ,D.M[*)(he-
PeHLMabHON OKPacKy BbISBAAKOT B MPUHLMMIE OAHWN U Te XXe CTPYKTYpbl,
HO Ka)K,quVI N3 HMX CI'IELI.VI(bI/I‘—IeH B OTHOLLUEHNW onpeaeneHHbIX XpOMOCOM-
HbIX CErMeHTOB. B K!'IaCCVI(hI/IKaLI.VIPO 1 OnmcaHne BOLLINM 0603HAYEHUS Cer-
MEHTOB XPOMOCOM IO METOAaM NX OKPaCKu:

Q - CermMeHTbl - Y4acTKM XpoMOCOM, (hilyopecuypytoLime nocne OK-
PacCKn aKpuUXH-UNpUToM, NMPeMMyLLECTBO METOAa 3aKNH4YaeTCA B YETKOM
BblAeNneHnn Y-XpOMOCOMbI;



G - cerMeHTb! BbIAENATCSA NpY OKpaLLMBaHUW KpacuTenem M'MmM3a B
COYeTaHnM € nmpoueaypamy aacopbupoBaHUs KPacuTens Ha XpPoMOcoMax
(Q - n G - cermeHTbl MAEHTUYHBI);

R - cerMeHTbl pacronaraloTcs Mexay ABYMS NPedblAyLuMMn 1 Bbl-
[enaiTca MeToaoM 06paTHOro OKpaLlUvBaHUs Noc/e TenaoBoi AeHaTypa-
LMK, NPU 3TOM METOLe OKPacKW XOPOLUO BbILENAIOTCA Te/IOMEpHble paii-
OHbI XPOMOCOM,;

C - cermeHTbl (KOHCTUTYTUBHbIA FeTepOXPOMaTUH) BbieNseTcs B
MPULEHTPOMEPHBIX paiioHax XPOMOCOM, a BO3MOXHOCTb OLEHUTb KOHCTU-
TYTUBHbIA reTEPOXPOMATUH NIEXUT B OCHOBE OMMCAaHKS XPOMOCOMHOI0 No-
nMoptun3ma y Nogei;

T - cermeHTbl pacrofNioXeHbl B TENIOMEPHBIX palioHaX XPOMOCOM.

CuuTaeTcs, YTO pasHULA B OKpacke y4acTKOB XPOMOCOM, BbisiBNse-
Mas 3TUMK MeTodamu, obycnosneHa cTpyktypoit AHK, cogepxalueiics B
xpomocome. lMpepnonaraercs, 4To Q - CErMeHTbl COOTBETCTBYHOT y4acT-
kam [JHK 6oraTtbiM afeHWH - TUMUHOM; R - CErMeHTbI - TYaHUH - LMTO3U-
HoM (®. dorenb, A. MoTynbeky, 1989). Ha ocHoBaHWM MeTOL0B Andide-
peHLMaNbLHOro OKpallMBaHus U Bblia COCTaBeHa HOMEHKIATYpHas cxema
XPOMOCOM, NpuHATas Mapuxckoin KoHgepeHumeld 1971 r.

KapuotunuposaHue NO3BONSET [AMArHOCTUMPOBATb BCE BapuaHTbI
XPOMOCOMHbIX aHOMa/UiA 1 ero LienecoobpasHo NpoBOAWTL:

* Y BCEX /UL, C BbISIBNEHHOM NATOMOMMel NoN0BOro XpOMaTWHa;

* y JeTeli C MHOXECTBEHHbIMI NOPOKaMy pasBUTKS;

* MPU ONUFOPEHUN B COYETAHUM C YepTamy BHYTPUYTPOGHOrO
JMcreHesa WMAM BPOXAEHHBIMW MOPOKaMW PasBUTUA, AU BPOX-
[EeHHbIM (PU3NYECKUM HeA0pa3BUTUEM, TUMOrEHUTANIN3MOM,;

* Y XKEHLLUWH, CTpajarolLmx NOBTOPHLIMU CMOHTaHHLIMU abopTamu,
MMEIOLLMX B aHaMHe3e MepTBOPOXAEHHbIX AeTell Unn aeTel ¢ no-
pokamu pa3suTua (06CNef0BaHMIO MOANEXAT U UX MYXbS);

* Yy poauTeneii ymepLumx 4eTeil ¢ MHOXECTBEHHBIMY BPOXEHHBIMU
MOpoKaMy pasBUTUS WM YCTAHOB/IEHHbIM XPOMOCOMHbIM CUH-
Jpomow;

* y cnbcoB npobaHaa 1 ApYrMx POACTBEHHWKOB AETOPOAHOIO BO3-
pacTa B C/lyyae BbIIB/IEHWS CTPYKTYPHOW MepecTpoiiku y npobaH-
[a 1 cbanaHCMpoBaHHOrO HOCUTENbCTBA TPaHCNOKaUUM UK WH-
BEpPCUM y MaTepy Uam oTua;

o [ONA OnpefeneHus KapuoTuna naofda Yy >XeHLWMH C BbICOKAM puUC-
KOM pOX/JeHWs Mnoja ¢ XpPOMOCOMHOM NaTonornei.



Broxummyeckue mMeToibl

B KAMHMYECKON MpaKTWKe Bedyllee MEecTO Cpeau BCEX reHeTude-
CKMX METOAOB MCCNef0BaHWS 3aHUMAOT GMOXMMUYECKME. DTO CBA3AHO B
MepByt0 oyepefb C NpeobnafaHMeM CPefy HacnefCTBEHHOM naTonoruu
60ne3HeRn, 06YCNOBNEHHbIX HapylleHnem obmeHa BellecTB. Halwueli 3aga-
ueil SBNSETCS 3HAKOMCTBO C OOLMMM NPUHLMNAMK GUOXUMUYECKON amar-
HOCTUKWN HaCMeACTBEHHON natonorun. Moapo6Hoe M3yuyeHue pasnyHbIX
METOZI0B OCYLUECTB/ISIETCS Ha LMKIaX HEOpraHW4Yeckoli U OpraHM4ecKow
XMWY, BUOXVMMWU 1 MPU NPOXOX/AEHWN CreLpanm3aLmii no 1abopaTopHo-
KNMHUYECKOW 1 BUOXUMUYECKO AMarHOCTHKe 3a00/1eBaHWIA.

O606LLEHHO BMOXUMUYECKME METOAbI MOTYT 6blTb MoApasaeneHbl
Ha KayeCTBEHHbIE, KOTOPbIE YKa3blBalOT Ha HauuMe UM OTCYTCTBUE Of-
peaeneHHOro BeLLecTBa B OPraH13Me, 1 KO/IMYECTBEHHbIE, OMpesensitoLLye
KONMYECTBO UCC/IelyeMOro BeLLecTBa B OpraHm3Me.

Ha nepBbIx 3Tanax 06cnefoBaHWs, MpY MOLO3PEHUU HACNEeCTBEH-
HOI NaTonorMu Yatlle UCNO/b3YHTCS KaYeCTBEHHbIE MeToAbl. OHU Xe Ya-
LLe ABMISAKOTCA U METOAAMM GUOXMMUYECKOr0 CKPUHUHIA: Mpobbl dennHra
(Ha theHWNKeTOHYpUIO), AnbTrayseHa (FIMKOreHosbl), beHeaukTa (ranak-
To3eMus, (PPYKTO3eMUS), MUKPOGMONormyeckuii Tect Matpu (peHnkeTo-
HypVst 1 Apyrve aMmuHoaumonatum) u T.4. B KauecTBe nccnegyemoro ma-
Tepvana npy 3Tx NPobax NCMo/b3yHTCS KPOBb, MOYa.

MpUMepoM KayecTBEHHOTO MeTOAa AMArHOCTUKW SIBMISIETCA BbISBME-
HUe (PEHUNKETOHYPWK, 3a60NEBaHUS NPU KOTOPOM (DEHWUNaIaHUH He Mpe-
BpalLaeTca B TWPO3MH, a MpeBpawaeTcs B PEHUINMPOBUHOIPASHYIO K-
CNOTYy, KOTOpasi, B CBOK 04epefb - B (DEHWIMOMOUHYH, (PEHUTYKCOCHYHO
KNCNOTbl U (heHUNaLEeTUAMMIOTaMUH. Ha Hanuume 3TUX NpOM3BOAHBLIX B
Mouye 6OMbHbIX YKa3biBaeT U3MEHEHWEe ee OKpacku npu fo6aBieHUN X/10-
puga xenesa (FeCl3 - kayecTBeHHbI MeTof. OfHAKO OKOHYaTeNbHOEe
BMOXVMMYECKOE MOATBEPXKAEHNE OCHOBBLIBAETCA Ha OMpefeneHnn Komye-
CTBa (heHWNanaHMHa B CbIBOPOTKE KPOBW UM aKTUBHOCTM (heHUNanaHnH-4-
rMAPOKCW/Ia3bl, YTO BO3MOXHO MPU UCMO/b30BaHUM KOIMUYECTBEHHBIX Me-
TOAOB.

B KauecTBe KOMMYECTBEHHbIX METOAOB, /11 YTOUHEHNS XapaKTepa u
CTEeMeHV BbISBNEHHbIX W3MEHEHUI, Ha BTOPOM 3Tare WCCMefoBaHUN Wc-
MO/b3yTCA METOAbl aHAIMTNYECKO/ XUMMK U MONIEKYNSIPHOW Guonorun.
C 1X NOMOLLBHO BO3MOXHO:

* KOMMYECTBEHHOE onpefeneHVe meTabonMToB, MyTel MX npeBpalLie-

HUIA, CTEMEHN HaKOM/IEHNS;

e MpsMOe WM3MEPEHME KOHLEHTpaLuK, (PU3NKO-XUMUYECKUX KayecTs

M3MEHEHHBIX GE/KOB;

e UCCMefOBaHMEe MYTaHTHbLIX GE/KOB C MOMOLLLI) HAarpy304HbIX Mpob

MeUeHbIMW UHTPEANEHTaMW U TMOPUAM3ALMI COMATUUECKUX KIETOK;
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* UCCNeAOBaHUE CTPYKTYPbl MyTaHTHbIX FEHOB MeTOZaMu PecTpuKLu-

OHHOrO aHa/M3a 1 T.4.

Bonbluvm LaroM Bnepes B AWArHOCTWMKE HapylleHwii obmeHa Be-
LLeCTB, CTa/10 BHEAPeHVe B MPaKTUKy METOAO0B XXWMAKOCTHON W rasoBoi
Xpomartorpaguu, hH0OPOMETPUYECKUX U PaSUOUMMYHONOTMYECKMX Me-
TOLOB.

Broxmmunyeckve MeTodbl TPYLOEMKM, MOPOI TPebYHT JOpOrocTos-
Wwero 060pyfoBaHWs, MO3TOMY MOTYT BHeAPATbCA B KPYMHbIX MegMKO-
reHeTUyeckmMx Jflabopatopusx, KoHcynbTaumsax. O6pasubl MaTepuanios
(KpoBb, MOYa WM (UNBTPOBA/IbHBIE AWCKM, NPOMUTaHHbIE MMMW) LOCTaB-
NATCA TyAa HAPOUHLIMM WX MO NOYTe.

Kak 0TMeYeHO B Hauane pasfena, Ha OCHOBE BUOXMMUYECKMX METO-
[I0B CO3Jat0TCA NpocensatoLe (CKPUHUHT) NporpaMmbl.

MporpamMbl CKpUHWMHIA  3aK/OYatOTCA B LiefeHanpasneHHoM 06-
CnefioBaHUW onpeaeneHHbIX rpynn (MaumeHTbl NCUXMaTPUUECKMX YUPeX-
[eHuin, oeTwn, cTpajatolime XPOHUYECKMMMN NlerOYHbIMU 3a60/1eBaHMAMM -
rpynna pucka no MyKoBWUCLE03Y W T.A.) UM KOHTUHIEHTOB (BCE HOBOPO-
XKAEHHbIE). 15 peanm3aumm Takux NporpaMm Heo6XoAaMMO YTobbl 3a6one-
BaHWA BCTPEYa/IMCb [OCTATOYHO YacTo, MMENCh IKOHOMUYECKU LOCTYnN-
Hble METOAbl UX AMarHOCTUKM W neveHuns. MNpocenBaHne 06bIMHO OCYLLECT-
B/IIETCA B [Ba 3Tana. Ha nepBoM aTane MCMonb3ykTcsa KavyeCTBEHHblE U
NONYKONNYECTBEHHbIE METOAbl, C MOMOLLbIO KOTOPbIX 06CnefyeTcs Becb
HaMeYeHHbIA KOHTUHIeHT. Ha BTOPOM aTarne ¢ NOMOLLbH0 KOMYECTBEHHbIX
MEeTOJ0B 00CNeaytTCs iMla C U3MEHEHHbIMU KayeCTBEHHbIMK NoKasaTe-
namu. Hambonee cOOTBETCTBYHOLMMU [N CKPUHMHIa 3ab60/eBaHUAMA B
HacTosiLLee Bpems cumTaroTcs eHnIKeToHypusa (vactota 1:10000), runo-
Tupeos (1:4500), agpeHo-reHnTanbHbIl cuHapom (1:5000), gedekTbl Heps-
Holi Tpy6kum (vacToTta ot 1: 200 go 1 1500).

HoBas apa B HeOHATalbHOM CKPUHWHIe Oblfa OTKPbITa C NOSAB/EHM-
€M TaHAeMHON Macc-CneKTPOMETPUN, TEXHONOMMK, CYLLECTBEHHO Yyu-
LUAIOLLEA CKPUHWHT W pacLUMpAIOLLEl CMMCOK CKPMHUPYEMbIX HapyLLEHWA,
NOAJAIOWMXCA NleYEHUIO W paHee He [MAarHOCTUPYEMbIX CKPUHWHT-
nporpammMamy. Co3faHue MeToauK mccnefosaHua OHK B o6pastax Kposu
no FaTpu caenano BO3MOXHbIM MPOBELEHNE MOMEKYNSAPHOTO CKPUHMHIA.
CKPUHWHT LUMPOKO PacnpocTpaHu/iICa B MUpe, HO efuHas nporpammMa s
BCe/l CTpaHbl 6blna NPUHATA TOMBKO B AMOHWMW. B OTAENbHLIX CTpaHax
MPOBOAWNCSH WM NPOBOAUTCSH CKPUHUHI MaTepeil C NOBbILLEHHLIM PUCKOM
aHoOMa M1 Xpomocom (bepeMeHHble XeHLUMHbI nocne 35 NeT), ayTOCOMHO-
peLeccnBHOIO HocUTenbCTBa 60/e3HN Tes-Cakca, ceprnoBUAHOKNETOUHON
aHemum, P-Tanaccemum.

Y Hac B pecnyb6nvke BHepeHa B OCHOBHOM MporpaMma no geHun-
KETOHYpWK, B psfe POAAOMOB uUccneayeTca anbda-peTonpoTemH (aedekt
HEpPBHO TPY6KW).
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Ecnn 0600WMTL U3M0XEHHOE, TO OMOXMMMYECKME METOAbl MOryT
6bITb UCMO/Mb30BaHbI B CUTYaLWsX, KOr4a HEOOXOAMMO OCYLLECTBASAT:
e [MarHOCTUKy 6051e3Hein 06MeHa BELLECTB;
o andepeHLManbHY0 AMarHOCTUKY CXOXMX MO (heHoTuny 3aboneBa-
HWIA;
* BbISIB/IEHNE FETEPO3UTOTHBLIX HOCUTENEN;
* TpeHaTa/lbHyl0 AMarHOCTWKY (MCCnefoBaHWe aMHUOTUYECKOW Xua-
KOCTW, KPOBW N/1043);
* NpoBeAeHNe "CKPUHUHT" nporpaMm,;
* KOHTPOSib B NPOLEeCCe Ne4eHns 60/bHbIX.
KnvHW4YeckMM Ke MOKasaHWAMW A1 HanpasfieHWs nauueHTa Ha
B6MOXUMUYECKOe UCCefOBaHNE SABNSAETCA HANMYME Y HEro:
* YMCTBEHHOW OTCTaNnoCTH;
*  HapyLUeHWiA NCUXMYECKOr0 CTaTyCa;
* HapyLLeHuiA (wm3nyeckoro passutua (y geteit), getopmauumii Koc-
Teld, TYrornoABMKHOCTM CYCTaBOB, CHUXEHUS CNyXa, 3peHus;
* CYLOpOr, MbILIEYHOW UNOo,- TUNEPTOHWUMW, HapyLUueHUii KOoopAuHa-
L1, rvno,- runepnurmeHTauunm;
*  HenepeHOCUMOCTW OTAENbHbIX MULLEBbLIX MPOAYKTOB W leKapCTBeH-
HbIX CPEACTB; HapyLUeHWi NWLLeBapeHus: PBOTa, AWapes, >KUPHbI
CTY/; renato-CnaeHoMeranmu;
* MOYeYHO-KaMeHHOI 60ne3HK (y AeTeit); HeobbIYHOMO LBETA U 3amaxa
Mouu;
*  TemMO/IMTUYECKON aHeMMN.
IMoMMMO HenocpeACTBEHHO OUOXMMUYECKUX METOAOB  LUMPOKOe
NPUMEHeHVe B MeAULMHE NOAYYUAM UMMYHOMOrMYecKue, MOMEKYNSPHO-
LIMUTOreHeTUYECKME Y MONEKYNAPHO-OMONOrNYecKue MeTozpbl.

VIMMYyHONOrnyeckre meTogbl

VIMMYHO/IOrMYecKrie MeTofpl MPUMEHSIOTCA B Tex Clyyasx, Korga
MMeeT MeCTO MOJO03PeHVe Ha HACNefACTBEHHbIE U NPUOGPETEHHbIE UMMY-
HOJe(MLUNTHbIE COCTOSHWMA: [AMC- W arammarnobynnHemus, aTtakcus-
TeaHruskrasug, CNA v gp. OHWM NO3BONAIOT BLIABNATL aHTUTEHHYIO He-
COBMECTMMOCTb MaTepu W Moja, yCTaHasMBaTb OTLLOBCTBO, OMPefensTb
NpeApacnonoXeHHOCTb K 60/1e3HAM. C MOMOLLBH UMMYHONOMMYECKMX Me-
TOA0B BO3MOXHO MPOBefeHNe aHa/m3a raMma-riobynvMHoB, onpegeneHve
KonuyecTea T- u B-numdounTtos, KomnanMeHTa, HLA-aHTUreHOB B KpoBU
N T.4. TN MeToAbl NOAPOOHO M3y4atoTCa Ha LUMKNaX MUKPO6UONOruu, M-
MYHO/10r K, HGEKLIMOHHBIX 60/e3HENA.
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MonekynsapHo-reHeTUYecKre MeTO/bI

B ocHOBe BCex METOAO0B MOJMEKY/APHO-TEHETUYECKON AMArHOCTUKM
HaCMeACTBEHHbIX 6GONe3Hell NEXUT TEXHONOTUS PeKOMOMHaHTHbIX JAHK
WM reHHast uHxeHepus. Co3faHne reHHOM VHXEHEPUM CTalo BO3MOXHbIM
rmocrne TOro, Kak reHeTUKW [OCTaTOYHO Fly6OKO M3Y4un CBOWMCTBA HYK-
NENHOBBIX KUCMOT U (DEPMEHTOB, YUaCTBYHIOLWMX B X CUHTe3e. OCHOBOMO-
nararoLmm, no 3akaryeHnto akagemuka H.M.boukosa (1997), ans ee cos-
[aHuna ABUNCA PAfj TEOPETUYECKMX BbIBOLOB. B yacTHocTu:

1 Pepynnukauma AHK ocyLLecTBNAETCA KOHBAPUAHTHO - BHOBb CUH-
Teaupyemast Lienb HYKIEMHOBOM KUCNOTbI SBASETCA KOMMNIEMEHTap-
Holi “"cTapoin™ uenu.

2. Mpwn HarpeBaHUn o 60-95°C man npu BO3AEICTBUM OCHOBAHMAMM
AByxuenoyeyHas Mmonekyna AHK npespalaetcd B OfHOLENoYey-
Hyt0 opMy. DTOT npouecc HasbiBaeTcst AeHaTypaumeri AHK. Mpu
MOHVXEHUW TeMMNepaTypbl WM BOCCTaHOBNeHWM pH cpedbl 4o ¢u-
3M0/10TMYECKOT0 YPOBHS MPOUCXOAUT BOCCOEANHEHWE KOMIM/IEMEH-
TapHbIX HUTEN B ABYXLLENOYEUHYHO MOMEKy/y. STOT MpPOLecc Hasbl-
BAETCA peHaTypaumein nm onkurom AHK.

3. Monekyna AHK moxeT 6bITb "pa3pesaHa’ B CTPOro onpeaeneHHbIX
MeCTax COOTBETCTBYHOLLMMM (hepMeHTaMU-pecTpuKTasamMn (3HZo-
HyK/ea3aMu), KOTopble MosyyaroT M3 pasHbIX BUAOB MUKPOOPraHuU3-
MOB.

4. C nomoupto epmeHToB AHK- 1 PHK-nonmmepas ocyLuecTBaseTcs
CVHTE3 KOMM/IEMEHTAPHbIX Lieneid Ha MaTPUYHOM Lieny Npu Hamnuum
B pacTBOpe HyKeoTuaoB. B cnyyae cuHTe3a ogHoLenoveyHoin AHK
Ha ocHoBe PHK Monekysibl Heo6XxoauM (PepMeHT, HasblBaeMblii 06-
paTHOI TPaHCKPUNTa30i M peBepTasoi.

5. KoHubl Monekynbl HK MoryT 6biTb COeAMHEHbI APYT C APYroM C
nomoupto epmeHTa AHK-nurasbl. 3T0 N03BONSAET CO34aBaTh pe-
KOM6MHaHTHble Moneky/bl AHK, T.e. npovcxofsiime u3 AByX opra-
HN3MOB.

B MeOMUMHCKON reHeTMKe reHHas MHXeHepusi No3Bo/vna BeCcTu
knoHuposaHue AHK; cosgasatb AHK- 6ubnmotekn; 3) cosgate AHK-
30HAbl; 4) NCNoMb30BaTh NOMMMEPasHYHO LIEMHYH0 peakuuio B pa3paboTke
[OMArHOCTUYECKMX U TepaneBTUYECKUX FEHETUYECKMX TexHonorui. B
MPaKTUKY MeAVLMHCKNX TEeHETUKOB BCE LUMPE BHEAPAIOTCS TaKMe MOJeKy-
NApHble METObl, Kak 6/0TTUHF Mo Cay3epHy; PecTPUKLVOHHOE KapTupo-
BaHve; cekBeHupoBaHWe AHK; BbifBNeHVe MyTauWii myTemM MpoCcenBaro-
wwyx nogxopaos; HosepH 6n0TTMHT (pernctpauns MPHK); HanpaBneHHbI
MyTareHe3 u T.4. bnarogaps MonekynsipHbiM MeTofam CTasia BO3MOXHOW
[MarHoCTUKa FeHHbIX MyTaLui.

MNpaAMas guarHoctuka MyTaLl,VIM OCHOBbIBA€TCA Ha WCMOJ1Ib30BaHUN
HECKO/IbKNX METOAO0B!:
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o OnpedeneHUn HyKNeoTUAHON MNoCnefoBaTeNlbHOCTU (CEKBEHVPOBA-

HWe);

o annenbcneuugpuyeckor rmépuamsaumm ¢ CUHTETUYHECKUMU OUIO-

HYKNeOTUAHbIMM 30H4aMK;

*  XMMMWYECKOM U (pepMeHTaTMBHOM pacluenneHun OHK B mecTax He-

MpaBu/bHbIX CLUMBOK OCHOBaHMWIA;

* perucTpauum U3MeHeHWs 3M1eKTPO(OPETUYECKOA NOABUXHOCTM My-

TaHTHbIX Mosniekyn JHK;

e TpaHcnAuum 6enKoBOro NpogykTa in vitro.

KocBeHHOe BbIsiBNIEHNE MyTaLMil MPUMEHSIETCS B TeX CAyYasix, Korga
HYK/1e0TWAHAA NOC/ef0BaTeNIbHOCTb eLle HeM3BECTHA M BMECTE C TEM MMe-
eTCcs MHopMaumsa 06 OTHOCUTENIbHOM MOMIOXKEHUM FeHa Ha reHEeTUYECKOM
KapTe, T.e. peyb MAET O AMArHOCTMKE C NMOMOLLbH0 METOda CLEM/eHms re-
HOB.

C nomowwbto AHK-30HLOBON AMArHOCTUKM CTafio BO3MOXHbLIM Y
KOHKPETHbIX CeMeil MapK1poBaTb Kak HOpMasibHble, TaK 1 MaTonormyeckme
reHbl, ONPedensiTb WX HaiMuve y NpeAcTaBuTENeld 3TOW pPOLOCNOBHOM,
OCYLLECTBNATbL MPeHaTaNbHYH0 AMarHoCTUKY. Kpome Toro, ¢ ee NomoLLbo
MeauuMHa Nprbamusviachk K AMarHOCTVKe 3ab0neBaHUi, 419 KOTOPbIX He
M3BECTHbI HA MYTaHTHbIE TeHbl, HU MEPBUYHbIE BUOXVMUYECKME AEDEKTDI.

MonekynspHo-reHeTUYecKie MeToAbl NPUMEHSIOTCA U B LUTOreHe-
TUKe A1 AWMarHOCTMKU HEe3HauUTe/bHbIX aHOMaaWii B XPOMOCOMax Wn
[19 BbISBNIEHUS YKCNa OnpedeneHHbIX XPOMOCOM B UHTeP(asHbIX KIeTKax.
[Lna atoro ucnons3yetcs gntoopecleHTHas rmbpuamnsaumsa AHK in situ ¢
COOTBETCTBYIOLLVMM 30HAAMM, BbISIBNSIOWMMM 3a[jaHHbIA Y4acTOK XPOMO-
COMBl.

Pa3paboTka MOMeKyNApHO-reHeTUUYECKNX METOA0B AWNAarHOCTUKM Ha-
CNefCTBEHHbIX 60Ne3Hel BpeMeHHO "0TOABUHYNA" MHTEpeC K 6UoXumMuye-
CKMM MeTOfaM, HO BCKOpe CTano ACHO, YTO B GO/MBLUMHCTBE C/y4aeB OHU
[LONOMHAKT ApYr Apyra, NOCKObKY MOEKYNAPHO-reHeTUYeCKy OnucbiBa-
€TCS reHOTUN, a GUOXUMMNYECKM - (heHOTUN. A 60M1e3Hb - 3TO, B KOHEYHOM
cuete, peHoTun (H.M. Boukos, 1997).

BnnsHeuoBbIA MeTOS,

BAM3HeLOBLIi MeTOZ MpPeAnokeH 6bln aHFMACKAM yyeHbIM .
lanbToHOM (1876) Ans onpedeneHUs Pponn HacnedCTBEHHOCTU U cpedbl B
PasBUTUN NCUXNYECKMX CBOICTB YenoBeka. OCHOBATENIbHOE MPUMEHEHME B
reHeTKe OH MPKUOBPen noc/e Toro, Kak GbiM pa3paboTaHbl METOAbI pas-
JINYEHNS| MO3UTOTHBIX W AMBUTOTHBIX GNW3HEL0B. MepBble NPOMCXOAAT U3
OflHOIi ANLLEKNETKM, OMN/I0A0TBOPEHHOW OfHUM criepmaTosongomM. [locne
JENeHNs 3UroThl Ha /iBa 3apofbllla, Kaxkplid U3 HUX npuobpetaeT 100%
HaBOP WAEHTWUYHbLIX FEHOB. [M3NUTOTHbIE G/IM3HELbI POXKAAKOTCS BCIEACT-
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B/e OJHOBPEMEHHOrO OMOLOTBOPEHUS ABYX W 6onee AliLekneTok. OHu
ABNAOTCA cubcamuy, nmetoT 50% 06LwmMX reHoB. YactoTa poxaeHus 6ams-
HeloB cocTaBnfeT 1:86-1:88 HOBOPOXAEHHbIX, M3 HUX MpUMeEpPHO 25%
MOHO3UTOTHbIX. [NA [MarHOCTUKM MOHO,- AWM3UFOTHOCTU pa3paboTaHo
MHOXECTBO MeTOZ0B. [NepeuncnM HeKoTopble U3 HUX:

* (heHoTUNUYecknin MeTog . CumeHca (1924) 0CHOBbLIBAETCA Ha aHa-
Nn3e NUrMeHTauuK, opMbl BOIOC U 0COBEHHOCTEN BOMOCSHOMO Mo-
KpoBa, (JOPMbI YLUIHbLIX PaKOBWH, APYrMX YacTeli Tena, NasbLeBbIX
Y30pOB U T. [,;

¢ aHKETHbI MeTog, NPeAnoXeHHbI B.M. MonoHckum n E.TI. Jlunbu-
HbiM (1974), OCHOBbIBAETCS Ha OMNpefeNieHnM 3UroTHOCTM MO Mosy-
YeHHbIM OTBeTaM 06CneflyeMblX U UX poauTeneli Ha cneuuanbHble
BOMpPOCHI;

*  VUMMYHOJSIOTVMYECKMWIA: UCCNeayIOTCA 3PUTPOLMUTAPHBIE M30aHTUTENA,
obnagaowme 100% neHeTPaHTHOCTBIO (rpynmbl KPOBM CUCTEMbI
ABO, MN, pe3syc v fp.), CbIBOPOTOUHbIE GENKM;

o [lepMaTornugmyeckoe uccnefoBaHue;

* MepeKpecTHas nepecagka KOXu 6/13HELOB (TpaHCNIaHTaHTHbI Me-
TOZ) W Ap.

Havnbonee HageXHbIM METOLOM BbISIB/IEHUS MOHO3UIOTHbIX 6/IM3He-
LIOB AIBNSETCA CpPaBHeHWe Mo 60/bLIOMY KOMMYECTBY FEHETUYECKUX Mpu-
3HaKOB, MMEIOLLMX BObLUYIO MEHeTPaHTHOCTb (MO, OKPacka rnas, rpynmbl
KpoBM, GeNKM CbIBOPOTKM KpoBM, D3I 1 Ap.); Hambonee JOCTOBEPHLIM Me-
TOLOM CUMTAETCHA TpaHCMIaHTaHTHbIA. VH(opMaTUBHOCTL MeTofa Bblpa-
XaeTcs B BO3MOXHOCTU OLEHKN B/IUAHUSA HACMEACTBEHHBLIX U CPELOBbIX
(haKTOPOB Ha TeYeHWe TOro WAM MHOro 3ab0neBaHUs, NPOrHO3MPOBAHUSA
NposiB/EHNE TOrO UM MHOTO Npu3Haka (Tabnuua 2). B HacTosLee Bpems B
MeAULMHe, B CPaBHEHWUWN C OMWUCAHHbIMK paHee MeTodamu, 6/IM3HELOBbINA
MeTOZ, MMeeT NPenMyLLEeCTBEHHO TEOPETUYECKOE 3HAYEHNE.

Tabnuua 2. YacToTa 3abonesaHmsi 060Mx 6/1M3HEL0B NPU HEKO T OPbIX
Bugax naronorun (Jlunenu E. T. n gp., 1990)

bonesHb YacToTa 3abonesaHus BTOporo 6nm3Hewa
MOHO3MTOTHbLU AN3nroTHbI
Kopb 98% 94%
KokntoLw 97% 93%
Mapotut 82% 74%
Ty6epkynes 67% 23%
PeBmatn3m 47% 17%
CaxapHblin grabet 65% 18%
anunencus 675 3%
LLIn3odpeHms 69% 10%

OnurodgpeHns 70% 5%
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MonynsiyNoHHbIA METOA

MonynAuMOHHO-CTaTUCTUYECKWUIA  METOL MO3BONSET M3y4yaTb FeHe-
TUYECKYIO CTPYKTYpY MOMynsauuu, ee reHooHd, akTopbl U 3akOHOMep-
HOCTK, 0BYCnaB/MMBalOLLMe ero COXpPaHeHUs W ero U3MeHeHWs Npu CMeHe
MOKO/EHWIA. 3yyeHne 0COGEHHOCTEN pacnpocTpaHeHUst HacneACTBEHHbIX
6one3Hell COCTaBAfET OCHOBY MPOrHO3MPOBaHUS COCTOSHUA TFeHOMOHAA
MOCNeAyoLWNX NOKONMEHWIA. 3yyeHne 4acTOT FeHOTUMOB U MUTpaLun re-
HOB B Pa3/IMUHbIX NOMYNALMAX PACLUMPAET HallW 3HAHUSA O CTEMEHU reTe-
PO3VrOTHOCTW M NOAMMOpgM3Ma Y YenoBeKa. V3BeCTHO, YTO B reTeposu-
FOTHOM COCTOSIHUM HAaxOAMTCS 3HAUWUTENbHOE KONMYECTBO PELECCUBHbIX
annenei, a OT YaCTOTbl MOCMEAHNX 3aBUCUT Pa3BUTKE Pa3/IMUHbIX Hacnes-
CTBEHHbIX 3a60/1eBaHMIA, 0NA KOTOPbIX BO3PACTAET B 3aMKHYTbIX 06LLECT-
Bax WM NpuW 3aK/oueHUn PoACTBEHHbIX 6pakos. Ecnu nonynsauus sens-
eTcst 6O/bLLUION M OTKPbLITOM, FAe pacnpocTpaHeHbl CBO6OAHbIE 6paku, TO
HacnefloBaHWe He MeHSIET B Heli yacToTbl annenieid. CTaTUCTUYECKMIA aHa-
NIN3 YacTOTbl anneneil MO3BONSET MPOBOAUTL 3aKOH Xapau - BaiiHbepra.
CornacHo eMy CyMma 4acToT aifiefieii OHOro reHa B reHothoHae SBNseTCs
MOCTOSIHHON BennuuHol (p + q = 1). Cymma reHOTVMOB anneneii AaHHoro
reHa TaKkXe NocTosiHHasA BenmunHa (p2+ 2pq + g2= 1). Mpwn 3TOM g ABNS-
€TCA YaCTOTOM PELLECCMBHON annenmn «a», KoTopasi B CBOK OYepefb SBNs-
eTC KOpHEM KBafpaTHbIM M3 YMCNa PeLecCUMBHLIX TOMO3WUIOT «aa»; p -
yacToTa JOMUHAHTHOI annenn «Ax» coctaBnsieT p = 1—g. YUucno xe reTe-
po3nroT paBHsieTca 2pg.

3a MCK/YEHNEM MOHO3UIOTHbIX G/IM3HELOB, Cpeaun NoAel HeBo3-
MOXHO HalTW reHeTUYeCKU OAMHAKOBbIX NUL, OAHAKO Y G/M3KMX POACT-
BEHHWKOB MPOC/EXMBaETCA 06LHOCTb MEHOB:

| cTeneHb poacTBa (AM3UrOTHbIE 6/M3HELbI, POAHbIE 6paTbs U CeCcT-
pbl, poauTteny n ux getn) - 50% o6LKX reHos;

Il cTeneHb pofcTBa (4BOKOPOAHbIE GpaTha W CECTpbl, AedyLluku, 6a-
OYLLKW 1 UX BHYKM, TETW, AU U UX NAEMEHHUKM) - 25% 0OLLMX FeHOB;

Il cTeneHb poacTea (TPOOPOAHbIE BpaThst U CECTPbl, NpabdabyLIKK,
npagefyLwKy u ux npasHyku) - 12,5% 06LLUMX reHoB;

IY cTeneHb poacTea (NpanpafefyLlky, npanpababyLlikm u ux npa-
npaBHyKW) - 6,25% 06wwmx reHos (P.dorenb, A. MoTynbckm, 2000).

HenocpefCcTBEHHO B KNMHUKE AaHHbIA MeTOZ MMeeT MeHbluee 3Ha-
YeHWe, YeM OMUCaHHble paHee, OHAKO B BOMpOCax MPOrHO3MPOBaHWS,
OLEHKV 3[0pOBbSi HaUuK, (HOPMUPOBaHWWN COLMAbHBIX, 3KOMOMMYECKUX
nporpaMm OH 0CTaeTcs 6a30BbIM.
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MpeHaTanbHasi AMarHoCcTUKa

MpeHaTanbHas LMarHOCTMKa BK/HOYAET KOMMIEKC METOLOB W Mpo-
BOAMTCA Yalle B 1-2 TpumecTpe 6epeMeHHOCTW, T.e. KOrja, B c/ly4vae obHa-
PYXXEHUSA MATOMOrMK, eLle MOXHO npepBaTb 6epeMeHHOCTb. Ha cerogHsLu-
HUIA [eHb BO3MOXHA NpeHaTaNbHas AMarHOCTUKA MPaKTUYeckn BCeX Xpo-
MOCOMHbIX CUHAPOMOB M 0K0/l0 100 HacneACTBeHHbIX 60ne3Hen, 6u1oxu-
MWUYECKUA AedeKT Npu KOTOPbIX YCTaHOB/IEH A0CTOBEpHO. Llenecoobpas-
HOCTb NPOBefeHNs NpeHaTanbHOl AnarHocTvkm (MA) onpegenserca:

* Ha/MuMeM BEPOATHOCTU POXAEHMS pebeHKa C TsHKEeNbIM HacnencT-

BEHHbIM 3a00/1eBaHNEM,;

* MpeBblLUEHVEM BEPOSTHOCTM PUCKa POXAEHUS 60/bHOr0 pebeHka

BEPOATHOCTMW OCNOXHeHWi oT M4,

e HaM4MeM MMUCbMEHHOrO COrfacus CemMbU Ha npepbiBaHue GepeMeH-

HOCTMW C aHOMa/TbHbIM NJI0LOM.

MokasaHus gna nposedeHus MM mMoryT 6biTb NogpasaeneHbl Ha ab-
CONMOTHbIE Y OTHOCUTENbHbIE. ABCONOTHLIMM MOKAa3aHWUSAMMN CUUTAOTCA:
1 Hannuue CTPYKTYPHO NepecTpoiiky XpOMOCOM Y OfIHOFO U3 CyrpyroB,

0COBEHHO TPaHCI0OKaLMiA, MHBEPCUIA.

2 [eTepo3nroTHoe HOCWUTENLCTBO OAMHAKOBOIO MaTofiorMyecKoro reHa y
060MX CYNpyroB WM TONbKO Y MaTepu MO reHaMm, CUEMIeHHbIM ¢ X-
XPOMOCOMOVA.

3. Hanunuve y poguteneit MOHOTEHHOTO JOMUHAHTHOrO 3a60/1eBaHW.

4. B03pacT »eHLUWHbI cBblLe 35 NeT.

5. PoxxaeHne pebeHka ¢ cHapoMom JlayHa uiv Apyroii XpOMOCOMHOM e-
PECTPOIKOW, AedeKTamu HeBPpaibHOW TPYOKM WAN APYTMMK BPOXKAEH-
HbIMV MOPOKaMK Pa3BUTUSA.

6. MpeHaTaNbHO AMarHoCTYpyeMble MOHOTEHHbIe 3a60/1eBaHNs, NpU Hau-
yun OHK-mapkepoB: MyKoBMCLMAO3, MuogucTpodusa AiolleHa W bek-
Kepa, cuenfieHHas ¢ X-XpPOMOCOMOW YMCTBEHHasi OTCTa/10CTb, remodu-
s A v B, xopes TeHTUHITOHA, MUOTOHWYECKas AUCTPOQMSA, Henpo-
(hubpomaTo3 | Tuna, HemOCTaTOMHOCTb OPHUTUHTPaHCKap6ammnasbl,
(DEeHUNKETOHYPUS, PeTUHOBACTOMa, CEPrOBUAHOK/IETOUHAA aHemms,
6onesHb Tes-Cakca, anbha- U 6GeTa-Tanaccemms, agpeHoreHMTa bHbIN
CUHAPOM, FMKONUMNAO3bI U Ap.

K oTHOCWTEeNbHBLIM MOKa3aHWsAM OTHOCATCS:

1 OcnoxHeHHOe TeyeHMe GepeMEeHHOCTW - Yrpo3a BblKMAbILla, Masio- u
MHOrOBOAMe, rMnoTpodma nnoga.

2. Wcnonb3oBaHne MaTepblo TepaTOreHHbIX /IeKapCTBEHHbLIX MpenapaToB
BO Bpemst 6epeMeHHOCTW.

3. Bo3geiicTBMe painoaKTUBHBIX UCTOYHUKOB Ha MaTb BO BpeMsl GepemeH-
HOCTH.
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4. MepeHeceHHble WHMEKLMOHHO-BMPYCHbIE 3a00/1EBaHNS1 B KPUTUYECKNE
neprofbl 6epeMeHHOCTN.

5. HacneAcTBeHHbIE W BPOXAEHHbIE 3HAOKPUHONATUM y GepemeHHON (ru-
noTUPeO3, caxapHsblii Anaber).

MeTogbl NpeHaTasbHO AMAarHOCTUKN

MeTofbl MpeHaTasbHON AMArHOCTUKM AeNsTCs Ha HEWHBA3WBHbIE W
VHBa3MBHbIE, VCMOMb3YHOTCA AN PELUeHNs PasnnMuHbIX 3adad Mo Aopogo-
BO AMArHOCTUKE HacfeACTBEHHON MaTonoruuM U [AedeKToB pasBUTUS B
pa3Hble CPOKM GepeMEHHOCTM.

Y nbTpa3ByKoBOE UCCNeA0BaHME M104a MOXKET MPUMEHATLCH, Hauu-
Has ¢ 12 - 14 Hegenn 6epeMeHHOCTU. Hanbonee MHPOPMATUBHLIMI AB/IS-
HOTCA MCCnefoBaHWs, MpoBoauMble B 18-22 (nepsoe), 25-29(BTOpoe), 32-
36(TpeTbe) Hegenn. B KauecTBe MeTofa NepBOHaYanbHOro Bbl6opa Y3U
Ha3HayaeTca BCeM Hyxxaatommes B M/ eHuwmHam. C nomols Y3 Bbl-
ABNAKOTCSA: aHOMa/MWN Pa3BUTUA CKENeTa, «3addbsi ryba», «BOMYbS MacTb»,
BPOX[AEHHbIE MOPOKM CepAua, MOMMKMCTO3 MOYeK, MUKPO- 1 Makpoueda-
NS, MEHWrouene, MOPOKW PasBUTUS HaPYXXHbIX NMOMOBbIX OPraHoB, Aedek-
Thl HEBP&/IbHOW TPYOKM, KNETOUHas rMrpoma.

AnekTpo(axo)kapanorpadus nnoga. lMpuMeHseTcs ans AMarHo-
CTVKM NMOPOKOB CepALa B TPETbEM TPUMECTPE GEPEMEHHOCTM.

AMHMoueHTe3. lMpoBoauTca B CPOKM 6epeMeHHOCTM Ao 12 n B 16-
18 Hefenb € Lenblo NoyyYeHUs aMHUOTUYECKON XXMAKOCTU U KNETOK MJ1o-
[Ja. TlonyyeHHY0 aMHUOTUYECKYHO XUAKOCTb MOABEPratoT noceLyroLlemy
OGMOXUMUYECKOMY WCCNELOBAHMIO, & K/IETKU M/oja CNyXaT MaTepuasom
[N LMTOreHeTMYEeCKOoro uccnefosaHnsa unm AHK-guarHoctmku.

CoBpeMeHHble BMOXUMUYECKME U MMMYHOXMMUYECKUE UCCNefoBa-
HUs NO3BONSAIOT BbIABNATL B aMHUOTUYECKON YXKUAKOCTU U CbIBOPOTKE KPO-
BU MaTepu BeLLecTBa (MapKepbl), KOHLEHTpaUMs KOTOPbIX B UCCedyeMblX
cpefiax OTpaXaeT COCTOAHMe U pasBuTHe nnoga. K HUM oTHocATCS anba-
theTonpoTenH (ADIT), XOPUOHWYECKWIA TFOHAZOTpPONWMH, 3acTpuon, 17-
OKCUMPOrecTEPOH.

KoHueHTpauma A®I uccnefyetcs € Lebio BbISBEHUA LeeKTOB
HeBpafbHON Tpy6ku (spina bifida, aH3HUehanns), MOAMKMACTO3a MOYeK,
oMdasioLene, BPOXAEHHOrO He(hpo3a, MOPOKOB KENYA0UYHO-KMLLEYHOTO
TpakTa, Ae()eKTOB nepeaHeli GPIOLLIHON CTEHKM, CMHApoMa JayHa (BMecTe
C onpefeneHvWeM YpPOBHA cyrnepokeugaucmyTasbl). Mpu nopokax LIHC
KOHUeHTpauus API1 Bo3pacTaeT, npu CUHAPOMe JlayHa - CHUDKaeTcs.
LLnpokomacuTabHblli ADPII- CKPMHUHT NPOBOANTCS B CPOKM 16-20 Heaenb
6epeMeHHOCTU.



MoBbILLEHNE KOHLEHTpaL XOPUOHMYECKOTO FOHa0TPONMHA YKa-
3bIBaeT Ha Yrpo3y BblKMApILLA 1 CMHAPOM JayHa.

YMeHbLLEHNe KOHLEHTPaLMM 3CTpuona roBopuT o cuHapome Jay-
Ha.

YBeNMyeHne KOHLEHTpaLmM 17-0KCUNporecTepoHa CBUAETE/bCTBY-

€T 0 HapyLleHW! (PYHKUMM KOpbl HaAMOYeYHWUKOB (afpeHOreHUTabHbIA
CUHAPOM).

Buoncusa xopuoHa. lMpoBoantcst Ha 8-10 Hefgenu 6GepeMeHHOCTW.
ViccnemyeMbiM MaTepuanom ABMIAKOTCA HATUMBHbIE K/IETKU U KyNbTypa Kile-
TOK TKaHei xopuoHa. C MOMOLLbH aMHMOLEHTE3a 1M BMOMCUM XOPUOHa,
nocne GUOXMMUYECKOW, LMUTONOTMYECKOW, MONEKYNSPHO-TEHETUYECKON
[AMarHoCTMKN MOTYT ObITb BbISIBIEHbI XPOMOCOMHbIE HapyLLeHWs, 6onee
100 60ne3Heii 06MeHa BeLLECTB: ranakrtosemusi, ramkoreHossl I, 1, 1Y
TMNa, UATPYIMHEMMS, 60ME3Hb C «3anaxomM MOYM KIeHOBOro cupona», Me-
TUnmanoHoBas aungemns, 6onesHb Tes-Cakca u ap.

KoppoueHTes. MeTog 3aK/104aeTcsl BO B3ATUM KPOBW M3 NYMOBUHbI
nnoja nog, ynbTpasByKoBbIM KOHTposieM. MpoBoanTcA B CPoku 20-22 He-

[EeNN, MOXET BbITb UCMO/Mb30BAH W A1 BHYTPUYTPOGHOTO NeYeHus: - BBe-
[JEHVISl NeKapCTBEHHbIX BELLECTB.

deTockonus M heToaMHuorpacgus. MOMUMO BbISIBNEHWS BUAW-
MbIX CHapyXuW AedeKTOB MNofa, NpK AaHHbIX UCCNEeA0BaHUAX BO3MOXHO
OCYLLECTBUTbL GUOMCUI0 KOXU N/ofa U NAaleHTbl. MpoBoanuTCs BO BTOPOM
TpUMecTpe GepeMEHHOCTH.

MpeauMNNaHTaLUMOHHAA AWarHoOCTUKA SBNSETCS [OCTUXKEHUEM
rnocnefHUX AeCATUNETUIA. MeToZ OCHOBLIBAETCS Ha BO3MOXXHOCTMW KCTpa-
KOPMopasbHOro OMn/oA0TBOPEHMUS ARLEKNETKM in Vitro, NomyyeHUn 3UroTh
Ha CTaaum 4-x unn 8- 651aCTOMepOB, U3BMEYEHUN OIHOTO M3 6/1aCTOMEPOB
M 3aMOPXKMBAHWM OCTabHbLIX. 3BNEYEHHbI 6nacToMep MoaBepraoT
[HK-30HO0BOI AMarHoCTMKe Ha KOHKPETHOe HacneAcTBeHHoe 3aboneBa-
Hvie. Tpy HOPMaNbHBIX pe3ynbTaTax 3aMOPOXKEHHbIe 61acToMepbl pasmo-

PaXUBAIOT M UMMNAHTUPYIOT B MaTKy ANs MX fanbHeliLlero passuTms in
Vivo.

NlnTepaTypa

1 boukos H.MM. MonekynapHasd [uarHoCTMKa W reHoTepanus
HacneacTBeHHbIX 60/1e3HeN. -  «ATepHeT», 2002.

2. boukos H.IM., 3axapoB A.®., VBaHOB B./N. MefuUMHCKas TeHeTu-
Ka,- M.: MeguumHa, 1984. - 366 c.
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OpoHnH M.C. OcCHOBbl MEAWUMHCKOW reHeTUKWU. - MH.: "Bbl-

LU3MLWag Wwkona", 1978. - 95 c.

4. 3asay P.I'., PaukoBckas V.B. OcHOBbI 06LLEN U MeAULMHCKONA FeHe-
TUKN. - MH.: Bbiwaiiwas wkona, 1998. - 254 c.

5 JNvunbuH E.T., Boromasos E.A., NogmaH-KagowHmkos M.6. F'eHeTu-
Ka Ans Bpadeld. - M.: MeauuumHa, 1990. - 255 c.

6. Moposos E.WN., Tapacesuuy E.W., AHoxnHa B.C. 'eHeTuka B BO-
npocax v oTeetax. - MH.: "YHuBepcuteTckoe", 1989.-288 c.

7. MyToBUH T.P. OCHOBbI KAMHWYECKOWA reHeTUKW. - M.: BbicLuas
lwKona, 1997. - 173 c.

8. ®orenb ®., MoTynbckn A. I'eHeTuka Yenoseka. - M.: Mup, 1989, T.
1.-308 c.

9. ®orenb ®., Motynbeku A. I'eHeTuka Yenoseka. - M.: Mup, 1990, T.

3.-364 c.

CEMUVOTUKA, MATOIMEHE3 U KITACCUNPUNKALNA
HACNEACTBEHHOW NATONOIMMNN. TEHHbLIE BOJE3-
HW, OBLLAA XAPAKTEPUCTUKA ITPYTIMNbl. MY b-
TUNDPAKTOPUAJIbHBIE 3ABEOJIEBAHUNA, OBLLLAA XA-
PAKTEPUCTUKA IPYTIMNbI

CeMMOTMKa Hac/eCcTBEHHbIX 60/1e3HEN

B AMarHoCTMKe HacnefCcTBeHHbIX G0Me3He NepBUYHYHO MH(OpMa-
LMK, KOTOpas Hapsigy C aHaMHeCTUYeCKMMW AaHHbIMW MOpoi SBNseTCA
onpeaenstoLLeil B NOCTAHOBKE AMarHo3a, AaeT (DeHOTUMMYECKUA aHam3.
DEeHOTUNNYECKUIA aHaNN3 - 3TO BbISBNEHWE UMEIOLLMXCA NPU3HAKOB OT-
KNOHEHWS! OT HOpPMa/bHOTO (heHoTMNA Yenoseka. Mpu3Haky eHoTUNnYe-
CKOr0 VI3MEHEeHUs HOCAT Ha3BaHWA ""MalbIX FeHe TUYECKUX NPU3HAKOB", UK
"cTurM”, nam cumnTomoB. OnpedeneHHoe cneynguyeckoe coyeTaHue
CUMMNTOMOB (DOPMUPYET CUHAPOM - Hambosiee pacnpocTpaHeHHOe 0603Ha-
YeHWe OTAe/bHbIX HacnefCTBEHHbIX 0OO/e3Hei, Hapsgy €O CnoBoMm "60-
Ne3Hb".
CWHAPOM - 3TO YCTOWYMBOE COYETaHWEe CUMNTOMOB B OMpPeAeNieHHON Bbl-
6opke 60/bHbIX. MexayHapogHasa paboyas rpynna 3KCnepToB Mo BPOX-
[eHHbIM HapyLleHUsaM MopdoreHe3a pekOMeHAYeT OnpefensTb CUHAPOM
"KaK KOMMNEKC NaTOreHeTUYECKN POACTBEHHBIX BPOXKAEHHbLIX aHOManii
pasBUTUSA He ABNAIOLNXCA CNeACTBUEM OJHOW CEKBEHLMM LW NOAMTOMNHO-
ro gedpekTa nons passuTua” (Spranger et al.,1982). * "MogpobHee BONpoC
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0 BPOXAEHHbIX aHOManMsAX OyaeT pacCMOTPeH B COOTBETCTBYHOLLEM pas-
Jene.

CUWHAPOMbI MOAPa3fenstoT Ha:

1) XPOMOCOMHBIE;

2) MOHOTEHHbIE MHOXECTBEHHbIX NOPOKOB PasBUTMKS;

3 C HeyCTaHOBNEHHbLIM TUMOM Hac/ef0BaHWs;

4) HeHacneACTBEHHbIe.

K nocnegHWM MOryT 6bITb OTHECEHbI BPOXK/EHHbIE MOPOKU pPassBu-
TMA (BPOXAEHHbIe 3a60/1€BaHMsA). B 0TAmMumne OT HacneACcTBEHHbIX CUHAPO-
MOB [1191 BPOXAEHHbIX NOPOKOB Pa3BUTUS XapaKTepHbI:

* HeHacnefyemocTb;

* NpOSAB/IEHNE CUMNTOMATUKM C MOMEHTA POXKAEHWS;
* CTabWIbLHOCTb CUMNTOMATUKY,

* YyacTas CBAi3b C TepaTOreHHbIMU (paKkTopamu.

HacnefcTBeHHble CUHAPOMbI MOTYT MMETb 3MOHWMHOE Ha3BaHue -
no gamunmy aBTopa nim 601bHOro (CMHApPOM Anepa), UK onucaTenbHoe
- B Ha3BaHWe BHOCATCSH OCHOBHble CUMNTOMbI (aKpoLethanoCMHAAKTUANS),
WM aKPOHUMHOE - MO NepBbiM GYKBaM CMMMTOMOB OMpPeAenstoLLINX CUH-
[pom.

Kpome nepeyncrieHHoro B NUTepaType BCTPEYatoTCs MOHATMA CMo-
pagnueckue CUHAPOMbI, eCnv NOA0GHbIE NPOSBNEHWS He BCTPEYaIUCh pa-
Hee B CeMbe; CeMeliHble - KOrja B POAOCNOBHON BbISBNAETC HECKONbKO
TakMX CNy4aeB; YHUKa/bHbIE - HeKIacCU(hLMPOBaHHbIE KOMMIEKCHI NOPO-
KOB pasBWTWA; CUHAPOMbI MHOXKECTBEHHbIX MOPOKOB PasBUTUS —3TO
KOMMNNEKCbl U3 ABYX W 60/ee COYeTaHWii He MHAYLMPOBaHHbIE ApYr Apy-
roM B pamMKax CUCTEMbI. B guarHocTvke CMHAPOMOB 3adaqeli heHOTUnmYe-
CKOr0 aHasn3a BMISETCA BbIABMEHUS VMEHHO CMELMPUUHOCTY COYeTaHUs
cumnToMoB. B HacTosLlee Bpemsi onucaHo 6oniee 3,5 ThIC. FEHETUYECKMX
cMATOMOB, "CTUIM". Hambonee 4acTo BCTPEYarOLLMECS CUMMTOMbI M3/10-
YKeHb! B TEPMUHOOMMYECKOM C/10Bape (CM. NMPUIOXEHUE).

MaToreHe3 n KnaccumKaumsa HacneAcTBEHHbIX 60/1e3HEN

YunTbiBas TO, YTO BCe GOME3HM YenoBeka 06YCMOBMeHbI UMK BO3-
JelicTBMEM CPedoBbIX (haKTOPOB, WM (EHOTUMUYECKUM MPOSIBNEHVEM Te-
HETMYECKOTO AIe(heKTa, UM CoYeTaHMEM MEPBOrO M BTOPOrO (haKTopoB BCA
COBOKYMHOCTb 3a60/1eBaHUI MOXET ObITb NOAPa3aeneHa Ha 3 rpynmbi:

1. Cyry6o HacneacTBeHHble 60Me3Hn. K HUM OTHOCSTCS 3a60/eBa-

HWSI, AETEPMUHNPOBAHHbBIE FEHHBIMU WM XPOMOCOMHbBIM AedieK-
Tamu. PaKTopbl Cpefdbl B 3TOW rpynne UrpatoT BTOPOCTEMEHHYIO
pO/b, OHU He KOMMEHCUPYIOT, HO MOTYT MOAU(MLMPOBATL K-
HUYECKYH KapTUHY.
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2. bonesHn ¢ HacnefCTBEHHbIM MPeAPacnonod>KeHnem (MynbTU-
(hakTOpuanbHble, NOAUreHHbIe 601e3HM). 34ecb, MOMUMO OCO-
OeHHOCTel reHoTUNa, 48 peansauyn MaTonoruv HeobXoAnMO
yyacTvie (DaKTOpPOB BHELUHel cpedbl. XapaKTepHbIM SABSETCS
MHOXECTBEHHOCTb KaK reHeTUYeCKMX, Tak 1 cpefoBbIX (hakTopoB.
MpumepoM ABNSAIOTCA TUNEpPTOHMYecKast 601e3Hb, aTepoCcKIepos,
LUM30QPEHNs U T.4.
3 HeHacnegcTBeHHble 60ne3HW. B faHHOW rpynne HacneAcTBeH-
Hble (haKTOpbl MOTYT ONpPefensTs MOAUDUKALMIO TeHEHMA.
Mo naTtoreHeTM4eCKOMY MexaHU3My Bce 60Me3HN MoapasfenstoTcs
Ha 3ab0/1eBaHMA C Nopa>kKeHWeM reHeTUYecKoro annapaTa u 6e3 ero no-
pa>keHuusa. bonesHn ¢ nopaxeHMeM reHeTUYecKoro annapara CoCTaBNAOT
6onesHu ¢ nopaxeHnem AHK nonoBbIx KNeTOK, 60Me3HN C NOpaXeHUeM
JAHK comaTnyeckux KneTok.
BonesHu ¢ nopaxkeHnem [1KH NonoBbIX KNeTOK NpefCcTaBnaoT Xpo-
MOCOMHbIE, MOHOr€eHHbIe, NOUreHHble (MYNbTU(MaKTOPUIbHBIE) 6ONE3HN.

K 6one3HsM 1 npoueccam, CBsid3aHHbIM C nopa>keHnem AHK coma-
TWYECKUX KNETOK OTHOCATCA ayTOMMMYHHble MPOLECChI; 3/10Ka4ecTBeH-
Hble HOBOOGpa30BaHUA; cTapeHue; mo3anuymsm. H.IM.boukos (1997) npuso-
OUT CreflytoLlyto CTaTUCTUKY pacnpocTpaHeHHOCTU 60MesHein ¢ nopaxe-
Huem OHK:

Tun naTonoruun PacnpocTpaHeHHOCTb B %
[eHHble 6Gone3Hn (6onee 3500 Hosonoruyeckmx 1,0 (Cpeay HOBOPOXAEHHbIX)
thopm)
XpomocoMHble 6one3Hn (6onee 100 cuHapomos) 0,5 (cpefn HOBOPOXKAEHHbIX)
bonesHn ¢ BblpaXeHHOW HacneacTBeHHoi npea-3,0-3,5 (cpegn feTeli go 5
pacnofioXeHHOCTbIO neT)

15,0 (cpeam B3poCAbIX)
[eHeTnYecKe coMaTUYeCKMe HapylleHWs (pak, He n3BecTHa
BTOPUYHbIE UMMYHOLEDULINTBI)
HecoBMecTMMOCTb MaTepy 1 nnoga 0,4 (cpefi HOBOPOXKAEHHbIX)

MeHHble 60/1€3HK, 06LAs XapaKTePUCTUKA Fpynnbl

3aboneBaHNsi, BbI3BaHHbIE TEHHbIMU MyTaLMAMYM, ONPeAeNstoT Kak
601e3HM 06MeHa BeLecTB. "eHHble MyTaLuy MOTYT MPOUCXOAUTL B FeHax,
OTBETCTBEHHbIX 3a:

 cuHTe3 CTPYKTYpHbIX 6e1K0B (reMornobuH v ap.);

 6e/IKOB OTBETCTBEHHbIX 3a TPAHCMOPT BELLECTB Yepe3 KIeTOUHble
MeMb6paHbl;
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6en1KOB-()epMEHTOB (3H3MMOB) - Hambonee M3y4YeHHbIN Knacc 3a-
601eBaHWIA, MMEOLLIMX Ha3BaHWeE 3H3MMONATUIA.

MOMMMO MepeyncIeHHOro, CYLLIECTBYHOT W Apyrie NOAX0Ab! B Knac-
CUUKALMM HACNEACTBEHHBIX, FeHHbIX G0Ne3Heil. B YacTHOCTY:

L
1

Mo Twny HacneaoBaHus:

AYTOCOMHO-JOMWHaHTHbIE 60Ne3HN: HelipoPrMbpPoMaTo3 PeK/INH-
rayseHa, HeBpasbHas aMmuoTpodums LLlapko - Mapw, cuHapom Ky-
HaH, MUOTOHMYECKas AUCTPOGNS, cemeliHas rmnepxonmcTepuHe-
MUsi, HECOBEPLLEHHbIA OCTeoreHe3, xopest MeHTUHITOHA, axoHA-
poaucnnasus u ap.

. AYTOCOMHO-PELIECCHBHBIE BOME3HM: CUHAPOM anbGUHM3MA [MNas0 -

KOXHbIA, CMHAPOM KapTareHepa, MyKOBMCUMAO3, DEHUIKETOHY-
pys, aTakcus - TeneaHroaKkTasus, 6onesHs Tes-Cakca, afpeHore-
HUTaNbHBIA CUHAPOM 1 Ap.

. X-CuenneHHble JOMUHAHTHbIe 6071e3HU; BUTAMUH [ - pesucTeHT-

HbI paxuT, opotaunoaNrMHETaNbHBIA CUHAPOM, CUHAPOM He-
JepXXaHna nurMeHa v ap.

X-cLenieHHble peleccuBHble 601e3HK: remodmuns A u B, muo-
auctpodms [rolleHa - bekkepa, cMHApoMbI Jlewa - HuxaHa, Jloy,
MeHkeca, MapTuH-Benn v gp.

M o opraHHOMY U CUCTEMHOMY Tuny:

1

bonesHu HepBHOVI CUCTEMbI: CUCTEMHbIE AEreHepaunn C nopaxe-
HVWEM MO3XXeYKa, I'II/IpaMI/I,qHOVI n 3KCTpaI'IVIpaMVI,U,HOI7I CUCTEMBI,
HEPBHO-MbILLUEYHbIE 3aboneBaHus, (haKOMaTOBbI nt.a.

. BONesHN cepeuHO-COCYAMCTON CUCTEMbI: CeMeliHble (opMbl M-

MepXoNnecTepUHEMIAN, TUMEPSMNONPOTEMAEMUS U TUNEPTPUTIN-
Lepuaemny, cemeliHasi HefOCTaTOYHOCTb IMMONPOTEMHOBOMN Nii-
nasbl, Hac/eACTBEHHbI aMuIonao3 v ap.

. BonesHy opraHoB AbIXaHUA: aﬂbBeOﬂHprlVI MUKponuTuas, ngno-

naTuYecknii And@ysHbIn Grbpo3 Nerknx, M307MPOBaHHLIA fe-
rOYHOW reMocuaepos, HacnefCTBEeHHbI CMOHTaHHbIA NMHEBMOTO-
pakc, nepeBMYHas neroyHas runepTeHsus, cuHApom KapTereHepa,
Tpaxeo6pOHXOMeranws.

BonesHn eyfouHO-KMLLEYHOrO TpaKTa: CUHAPOM Masbabcopb-
LK1, B TOM YKC/e BPOXAEHHbBIN AeLUUT NaKTasbl, HEMepeHoCK-
MOCTb Ge/Ka KOpPOBbErO MOJIOKA W Gefika CoM, LieIaKus, BPOX-
[ieHHas xnopuaHas auapes, 4eULUT 3HTEPOKMHA3bI 1 Ap.
BonesHn coeguHWUTENbHONM TKAHW W CKeneTa: cuHApom MapdaHa,
axoHZpOMnasusl, BPOXAEHHas KOCOIanocTb, MyKonoavcaxapuao-
3bl, MYKO/IMMWA03bl, HECOBEPLLEHHbIV OCTEOCUHTE3, MCEBLOAXOH-
[ponnasus, cuHapoM dnepca-AaHnoca u ap.

. BONesHN KoXn 1 ee NPUAATKOB: aHTMAPOTUYECKAs M TMApPoTUYe-

CKasA 3KToAepMasibHaA Aucnnasnsd, BPOXAEHHaA ana3na KOXXW,
BAMaA KoXxa, UXTNO3 W VIXTVIOSO(*)OpMHbIe AepmMaTtosbl, NnagoHHO-
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9.
11
1

2

MOJOLLBEHHbIE KepaToaepMum, NUTMEHTHas Kcepogepma, Gynnes-
HbII aNMKUAEPMON3, CUHAPOM Biyma u ap.

. BOME3HN MOYEK M MOYEBLIBOASLUMX MyTei: CUHAPOM ASbMopTa,

6onesHb ae ToHW-[ebpe-PakoHu, rNtOKo-AnabeT, rmnodocdarte-
MWUYECKUIA paxuT, HaCMeACTBEHHbIV HepUT, HecaxapHblid anaber,
MO/IMKNCTO3HasA 60/1e3Hb, NOYEYHbIA KaHaNbLEBbIA aLnaos u ap.
BonesHn 3HLOKPUHHBLIX OPraHoB: BPOXAEHHbIA rMnoTMpeos, ru-
nogm3apHbI HaHW3M, afpPeHOreHNTaNbHbIA CUHAPOM 1 Ap.
BonesHu opraHoB cnyxa, 3peHus, NooBoi cepbl U Ap.

. o sTwnonoruu:

BonesHu ¢ ycTaHOBNEHHbIM NepBUYHLIM LedekToM. o Mepe co-
BEPLUEHCTBOBAHMSA M Pa3BUTUA METOLOB AMArHOCTUKK, YMC/IO 3a-
60/1eBaHuWiA C YCTaHOB/EHHBLIM NEPBUYHLIM fedieKToM pacTeT. Co-
rnacHo Karanory B. Makkbtocmka B 1990 I UX HacuuTbiBa/IoCh
okono 100, B HacTosLLee BpeMs - 0Kono 400, 4To cocTaBnser 9 —
10% oT 06LLero yMcna onMcaHHbIX FTEHHbIX 60NE3HeN.

BonesHn ¢ HeycTaHOBNEHHLIM NEPBUYHBLIM AedeKToM. Ha mx go-
N0 NpyxoanUTCcs 0koMo 90 MPOLIEHTOB BCEX FeHHbIX HONe3Hel.

1Y. Mo Buay HapyLleHns o6MeHa BelecTB. JTO Hambosee pacnpo-
CTpaHeHHas Knaccuukaums. Hepeako aTy rpynmy 3aboneBaHuii HasblBa-
HOT 3H3MMOMATUN WM HacneACTBeHHble 6one3Hn obmeHa (HBO). 3a no-

cnegHmne

fecAatnnetnsa onucadbl 6onee 700 dopm HBO, ans Tpetu M3 Ko-

TOPbIX BbISBAEH NEPBUYHBLIV [eeKT: BbisBNEHA CYLHOCTb MyTauum, Kap-

TNpPOBaH

Ha XpomMmocomax MyTaHTHbIVI reH, onpeaeneHbl NaTtoXmMnyeckmne

HapyLUeHus. B faHHoi rpynne 3a60/1eBaHuii BbiAenstoT:

1.

HBO aMMHOKWC/OT: a/KanToHypus, afibGUHI3M, TMCTUANHEMUS,
FOMOLIMCTUHYpUS, DEHUIKETOHYPWS, NeALMHO3 1 ap.

. HBO YrneBofoB: raslaKTo3eMus, rNMMKOreHosbl, MyKornosncaxapu-

[,03bl, HEMEPEHOCUMOCTb (OPYKTO3bI 1 Ap.

HBO nMNUAOB: raHrnMo3napl, runepannuaeMms, runepxonncre-
puHeMus, Lepebpo3nao3bl, MyKOo- U CPUHIONNNUAO3bI U AP.

HBE cTepovgHoOro obmeHa: afipeHOreHWTabHbIA CUHAPOM, TUno-
aNnbOCTEPOHM3M, FMMOTPEO3 U T.A.

HBO nypuHOB ¥ NWPUMUAMHOB: OpPOTOBas auuaypus, nogarpa,
CMHApoMm Jlewwa-HuxaHa v ap.

HBO nopdeprHa, 6unmpybrHa: cuHapom >Xunbbepa, Kpurnep-
Havisipa, nopdupuu n 1.4,

HBE 3puTpoHa: aHemust ®aHKOHW, reMONUTUYECKas aHemus, He-
[0CTaTOYHOCTb FH0K030-6-thocaT-AernaporeHasbl 1 ap.

HBO MmeTannoB: 60ne3Hb BunbcoHa - KoHoBanosa, MeHkeca, ce-
MEMHbIN NEPUOANYECKIMIA Napainy 1 ap.

. HB NUM(OLUTOB 1 NEiiKOLMTOB: Hel0CTaTOUHOCTb afieHo3MHAea-

MWHa3bl, CENTUYECKNIA rpaHynomaros un ap.
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ta Hb TpaHCMopTHbIX cucTeM noyek: 60ne3Hb e ToHu-Lebpe-
@DaHKOHW, BATAMUH [1-pe3nNCTEHTHbIA paxuT, Tybynonatum v ap.

. JIN30COMHble 0GOME3HN WM Tesaypucmosbl (60n1e3HM Hakonse-
HWA).

12. [1epPOKCUCOMHBbIE UM MUTOXOHAPUAIbHbIE BONE3HMN.

MynbTuakTopranbHble 3a601eBaHNs, o06LLas
XapaKTepucTukKa rpynnol

MynbTuthakTopuanbHble 60ne3Hn (M®B) oueHMBaKOT Kak NPOMeXy-
TOYHbIV Knacc 6one3Heli - 60Me3Hein ¢ HacneACTBEHHON NPeapacrnonoXeH-
HOCTbIO. YacToTa VX 3HAYMUTENbHO BbILE, YEM YMCTO FEHETUYeCKUX. J1to-
6ast 1x hopMa faeT (hakT CEMENHOro Hakom/eHWs, HO 3TOT YPOBEHb HUKO-
rga He JOCTMraeT BENMUMHBI TaKOro, Kak npu 601e3HAX ¢ MeHAeNeBCKUM
TUNOM nepefayn. XapakTep POAOCMOBHOW, HECMOTPA Ha YacTOTY, MOXET
MMETb YepTbl BCEX TUMOB Nepesayy.

CemeliHblli puck npy M®b nnasatowmii. OH 3aBUCUT OT 4ucia
60/IbHbIX B CEMbE, TSHKECTU 3a60/1eBaHMA. MYXUMHBI U XEHLLMHBI NOpaXka-
tOTCS C pa3HOl YacTOTOW NpW OAMHaKOBbLIX 3ab0neBaHUAX. B cpaBHeHWUU ¢
MOHOreHHbLIMW 60NE3HAMY MEHEE BbIPaXEH PUCK MPOsBeHNS 3a60neBaHNs
B C/ly4asix KPOBHOPOACTBEHHbIX 6PaKoB.

B ocHoBe M®b nexut noHATME NOPOroBOCTH, O3HAYatOLLEN, 4TO
€C/IN CYMMa reHeTUYECKMX U CPesioBbIX (JaKTOPOB MPEBbILLIAET ONpeaeneH-
Hbli1 MHAMBMAYAbHbBIA NOPOr, TO YenoBek 3abonesaeT (Tabnmua 3).

K MynbTuakTopuanbHbiM 3a60/1eBaHUAM [eTeld OTHOCAT eAuHUY-
Hble MOPOKU PasBUTUA: 3as4bs ry6a, NOPOKM cepaLa, MO3roBble rpbiXku, re-
HYWHHYIO 3NWUencuto, HeaudhepeHLMPoBaHHYHO ONUIropeHnto u T.4. Y
B3POC/bIX - 3TO aTePOCKepo3, rmnepToHUYeckas 60ne3Hb, OHKONOrnYe-
CKve npovecchbl, 60ne3Hb bextepesa u ap.

Heckonbko B CTOPOHe CTOST HEBPO/OrMYeckue 3abonieBaHWs U3
rpynmnbl XPOHUYECKMX NPOrpeccpyoLLmMX NOPaXKeHU HEPBHON CUCTEMBI:
OOKOBOV aMUOTPOPUUECKMIA CKIEPO3, PACCESHHbIA CKNepo3, MUACTEHUS.
P yueHbIX OLEHMBAKOT MX Kak YMCTO 3K30reHHble (BUPYCHbIE) 60ne3Hu,
[pyrvie - KaK YuCTO 3HAOreHHble (HacneAcTBeHHble). OfHaKO KpaliHue
TOYKM 3PEHUS HE MOMYYUIN OLHO3HAYHOTO NOATBEPXKAEHMA.

Hanpumep, B rpynne 60KOBOro amnoTpOMYECKOro CKIepo-
3a(G12.2) M.A.Morariu Bblgennn Tpu BapuaHTa 60/1e3HM: COPaANYecKuii
Knaccnueckuii BAC, cemeiiHblii 1 Komnnekc BAC-NapKUHCOHU3M-AeMEH-
uma. Yactora BAC coctasnger 2-5 cnyyas Ha 100 000 HaceneHus. CooT-
HOLLEHME MY>KUMHDKeHLMH - 3:2. B CLLIA okono 30 000 yenosek 6onetot
BAC, exxerogHo peructpupyetcs 5000 HOBbIX ciyyaeB. CTOMMOCTb OfHO-
ro cny4ast 200 000 fonapos B rog.
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Tabnuua 3. AMNUPUYECKNIA PUCK MPK MybT U aKTOopUanbHbIX
3abonesanuax (Jiunbux E.T. n gp., 1990)

dopmMbl naTOoN0rNK Puck gns cnbcos (M B 0T LeNb-
HbIX CAy4asx Ang noToMCcTBa)

AH3HUehanms 2-5% - nocne 1 60/bHOro

YepenHo-M0o3roBble rpbiXku 10% - nocne 2 60MbHbIX

CnN1HHOMO3r0BbIe FPbHKU 15-20% - nocne 3 60/1bHbIX

'vapouedanus BpoXxaeHHas (Npy HaMumMm 2-3%

1 60nbHOro pebeHka)

[JeTckunin LepebpaibHbIil napanny (B cnopa- 2-3%

AVNYECKUX CNyYasix NPy UCKIKOUYEHNI Poao-
BOIi TPaBMbl 1 MOHOT€HHbIX CUHAPOMOB)

Anunencus 3-12%
Cypoporu B 4eTCKOM BO3pacTe C fieTaslb- 10%
HbIM UCXOLOM

YMCTBEHHas 0TCTaNoCThb (TsHKenble Hefud- 2,5-5%
(hepeHUMpOBaHHbIe (POPMbI)

LLinzothpeHus: ecnv 601eH 0AWH U3 poauTe- 10%
newn;

ecnu 60/bHbI 06a poanTens; 40%

B CMOPaAnyecKmx cry4asax 12,5-20%
A (heKTMBHbIE NCMXO3bI 5-10%

[eHe3 crnopafuyeckrx Cny4vaeB MO-MPeXHeMy OCTaeTcs 3arafou-
HbIM. O6CY>XarTCA MOHOTEHHbIE U MONUIeHHbIE (POPMbI HACNef0BaHMA.

HacnegoBaHve cemeliHbix ¢opm BAC ayrocOMHO-AOMWHAHTHOE.
MaTonorMyecknin reH KapTMpoBaH Ha AAMHHOM niede 21 XpPOMOCOMbI
(21922.1-922.2). BbisineHo 0koio 30 TOUEUHbIX MyTauuii B reHe OTBETCT-
BEHHOM 3a cuHTe3 Cu/Zn —cynepokeuaaucmyTasbl. Mpegnonaraercs, 4to
3TO NEXWUT B OCHOBE BCEr0 MOCMefyHLLIero Kackaga 6UOXUMUYECKMX U
MOPG0-thyHKLMOHANbHBIX M3MEHEHUI, BeayLIMX K rMGenn MOTOHENPOHOB
(MH). MomM1MO yKa3aHHOIA NaToreHeTnYecKol runoTesbl BAC cylecTByeT
eLle pag Teopuid.

Teopua rnyTaMaTHON 3KCaWTOKCMYHOCTHW. [OBbILLEHUE KOHLEH-
Tpaumu rnytamata (M) BbI3bIBaeT aKTUBALMIO PELIENTOPOB A/11 BO3DYX-
Jaowmx ammHokmcnoT: NMDA 1 He-NMDA. AKTuBauma nocnegHux se-
[eT K oTKpbITMio C a2+ Na+KaHasloB 1 YBE/IMYEHUIO NMOTOKA 3TUX MOHOB B
K/IETKY, YTO, B CBOK OYepefb, 3aryCKaeT Kackag, MpoTeoSIMTUYECKUX MpPo-
LiecCoB M HapacTaHue OKCMAATMBHOIO cTpecca. YBenmueHve M B aKcTpa-
LIe/0NIIPHOM  NPOCTPaHCTBE CBA3bIBAOT C HapyLleHWeM CWHTe3a 6enka
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(EAAT?D), 0TBETCTBEHHOIO 3a €ro TpaHcnopT. HegaBHO 6bin BbISBMEH fe-
thekT MPHK, HapyLaroLwmini NpoLEeCCUHT 1 BEAYLLWIA K (JOPMMPOBAHNIO He-
aktueHoro EAATZ2 Ha ocHOBaHUM 3TOr0 MpeAnpuHUMAOTCA MOMbITKA
pa3paboTKuM TeCT-CUCTEM AN19 paHeli AnarHocTukm BAC.

AyTouMyHHast Teopus. basupyeTtcss Ha 06HapYXXeHWU B CbIBOPOTKE
60/bHbIX NOBBILLEHHOTO COAEPXaHWA aHTUTeN K pa3/inyHbIM Tunam Ca 2+
KaHanoB. Npn naccaxke MMyHOT00Y/IMHOB CbIBOPOTKM GO/bHBIX B KY/bTY-
py HeipoHaNbHOW TKaHW MoKasaHa WX TOKCUYHOCTb. [Mpu BBEAEHUM KX
MbILLIAM, Y MOCAeAHUX Pa3BMBAIOCh MOPaXKeHWe MOTOHepPoHOB. COpHbLIM
0CTaeTcs BONpoC, 6bln M 3TOT NPOLLECC NEPBUYHBIM UM BTOPUYHBIM.

Teopus HefocTaTka WM OTCYTCTBUA HepoTpoduuecknx ak-
TopoB (HT®). K HT® B HacTosiee Bpems OTHOCAT: UuMapHbiii HT®
(CNTF); ravanbHbiii HT® (GDTF); HT®, BbiaensiemMblii MO3roBbIMA KNeT-
kamu (BDNF); HelipoTpodmHbl 3,4/5,6 (NT3, NT4/5, NT6) Y 60MbHbIX
BAC 6bLU0 06Hapy>XeHO CHMKeHMe HT® B pasHbIX OTAenax mosra U Bbl-
ABMeH gethekT reHa, kogupyrowero CNTF (L1.4. Ctonsipos v gp, 1999).

Kputepusmm MupoBoii accoumaumy HEBPOMOrOB B AMArHOCTHKE
BAC B HacToALLee BpeMs CHUTAIOTCS:

e HaMuve MNPU3HAKOB [ereHepaumm HDKHUX MOTOHeNpPOHOB, BbISB-
NnsieMoe MpU KAMHUYECKOM (MblleyHas cnabocTb, atpodun, dacum-
Kynauym), 3neKTpogunsnonormyeckoM Unm HelipoMopdonornyeckom
1ccnefoBaHNsAX;

* HaAMuMe NPU3HAKOB AereHepaLvy BEpXHWX MOTOHENPOHOB, BbIsB-
NSEMOE KNMHMYECKW (NOBbILLEHHbIE CYXOXM/IbHbIE pediieKcsl, cna-
CTUYHOCTb, MATONOMMYECKME NUPaAMUAHBIE 3HAKK);

* pOrpeccupyroLiee pacnpocTpaHeHre NpU3HaKoB MOpPaXKeHUs MOTO-
HeipOHOB Ha cocefiHWe pervoHbl (Mo AMHHMKY CIMHHOIMO MO3ra);

e OTCYTCTBME 3NEKTPOPM3NONOTMYECKUX U HEPOBU3Yann3aLMOHHbIX
[aHHbIX O Haiuume Kakoro-nnéo apyroro 3aboneBaHust HepBHOM
CUCTEMbI C MOPAKEHNEM HVXKHUX MU(UM) BEPXHUX MOTOHEPOHOB.

Kpome Toro, BblaenseTcs rpagauus no 4OCTOBEPHOCTU:

e [0CTOBepHbIl BAC - Hanuume NpU3HaKoB MOPaKEHWUSI BEPXHUX U
HWKHUX MH Ha 6ynb6apHOM YpOBHE, ABYX U 60/ee CermMeHTapHbIX;

e BepOSTHbIN BAC - Hanuume npu3HakoB nopaxeHuss BMH n HMH
Ha YPOBHe [BYX /I0ObIX CErMEHTOB, NPW 3TOM MPU3HAKWN NMOPaXKeHWs
BMH fomkHbl npeobnagats;

e BO3MOXKHbI# BAC - Hanmume npusHakoB nopaxeHus BMH n HMH
Ha YPOBHE OAHOI0 CErMeHTa Wan NpPu Ha/IMuum NpU3HaKoB rMopaxe-
HUs ToNbKO BMH Ha ypoBHe fByX W 60/ee CerMeHTOB Mpy Npeo6-
nafjaHun npusHakos nopaxkeuns HMH Hag BMH, nam npu oTcyTCT-
BV MPU3HAKOB MPOrPecCcMpoBaHMA Ha NPOTSKeeHUn 12 mec. fOCTOo-
BEPHOro v BeposiTHoro bAC;
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e Mopfo3puTenbHblii BAC - MpuM HaMuMM MPU3HAKOB MOPaXXEHUS

HMH Ha ggyx 1 60151ee ypoBHSIX.

PaclUMpeHHO KAVHWMKA 60M1e3HK OCBELLEHA B YUYEOHMKAX U NEKLUAX
no Hesposnoruu. CneayeT NWLb NOAYEPKHYTb, YTO MpOrHo3 npu BAC He-
6naronpuATHbIA. CpefHsasa NPOLOMKUTENBHOCTL XMU3HA C MOMeHTa 06Ha-
PY>XeHWs NepBbIX CUMNTOMOB COCTaBNsAeT 3-5 fieT. JleyeHre CUMMNTOMATK-
yeckoe. B nocnegHue rofbl NpeAnpuHATa MOMbITKA UCMONb30BaTh aHTW-
rnyTamaTHble MpenapaTbl - B YaCTHOCTW pUny30n (paspeLLeH ans npume-
HeHWIO B 23 cTpaHax). CumTaeTcs, YTO OH YMeHbLUaeT BbICBOOOXAEHME
M 13 npecuHanTUYecKUX TepMmuHaneid. Ero mcnonb3oBaHWe MO3BOSSAET,
NPeAnONOXNTENLHO, YBENNUUTL MPOLOMKUTENBHOCTb YXKU3HW 60/bHBIX, HO
He B/IMSIET Ha NporpeccupoBaHue MbllLeyHol cnabocTu. Mpu paboTe ¢ Ta-
KUMU 60/bHBIMU 60/bLLOE BHUMAHWE HEOOXOAMMO YAENATb UX MCUXONO0-
rMYECKO 1 coumanbHON NoAaepKKe.

Ecnm BAC oLeHMBAeTCH KakK XPOHWYECKOE MPOrpeccupytoLlee reH-
HOe MM  MynbTUaKTOpUaibHOe 3a60/1eBaHWe C [ereHepaTuBHbIM TUMOM
MOPaXXeHUs HEPBHOM CUCTEMBI, TO paccesHHbI auiepo3(G3S) - B KayecT-
Be XPOHWYECKOro MPOrpeccupytoLLlero My/bTU(hakTopuanbHOro ¢ Bocna-
NUTENbHLIM LEMUETMHN3UPYIOLLMM TUMOM NOPaXKEHWS HEPBHOM CUCTEMbI.
B ocTanbHOM 3TMONOrMYeCcKMe rMnoTesbl B3aUMHO CXOXMK. JluTepaTtypa no
paccesiHHOMY CK/1epo3y MHOrOYMCNeHHas, 60/bLlOe BHUMaHWe 3abonesa-
HUIO 6bI10 YAeneHo 6enopycckUMM yueHbIMU: npodeccopamMn MapKoBbIM
O.A., NNeoHoBny A.J1., nx ydeHnkamu. B HacTosee Bpems B pecrny6mke
3Ty npobnemy npojo/mkatoT paspabaTbiBaTh npodeccop HA.A. ophees
(FpoagHo), npodeccop H.®. dumamnnosmy (MuHCK). ogpobHO yyebHbIl
MaTepuan rno paccesHHOMY CKJiepo3y M3faraeTca B Kypce fekuuii no He.-
ponoruu.

NlnTepaTypa
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2. bepgpiwes I'.4., Kpneopyuko N.®. MeguumHcKas reHeTmka. Yueb-
Hoe nocobue gns BY3-0B. - Kues: Bbiwa wkona, 1990. - 336 c.
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H.H. AxHo, 4.P. LWUTynbmana. - M.: M, 2001, T. 1.- 743 ¢c. T. 2 -
478 c.

4. boukos H.M., 3axapos A.®., VBaHOB B.M. MegnuuHckas reHetu-
Ka- M.: MeguumHa, 1984. - 366 c.

5 [ApoHuH M.C. OcCHOBbl MeAMUMHCKOM TFeHeTUKN. - MH.: "Bbl-
LakWwas wkona", 1978. - 95 c.

6. 3aBamwmH W.A., 3axapoBa M.H. BOKOBOV aMMOTPOGNYECKMIA
cknepo3 // Hesponoruyeckuii xypHan, N4, 1998.- C. 4-7.
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6oneBaHuii /XK - n HeBponorum n ncuxmatpum um. C.C. Kopcakosa,
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Ka Ans Bpaveit. - M.: MeguupHa, 1990. - 255 c.

FO.Mopo3oB E.WN., Tapacesuny E.N., AHoxuHa B.C. 'eHeTuKa B BO-
npocax v oTBeTax. - MH.: "YHuBepcutetckoe", 1989. - 288 c.

M.MyToBUH '.P. OCHOBbI KAMHWYECKOA reHeTukn. - M.: Bbicwwas
wkKona, 1997. - 173 c.

12 Cronspos W.4., MonoskuH B.W., Mepos A.M., nbBec A.I'. Cospe-
MeHHble B3r/4bl Ha MaToreHes ¥ noaxofbl K fle4yeHno HGOKOBOro
amuoTpodmueckoro ckneposa // Hesponoruyeckunia >xypHan, Ne 3,

1999.-C. 43- 49.

13. @orenb ®., MoTynbcku A. I'eHeTuka yenoseka. - M.: Mup, 1989, T.
1.-308 c.

14. ®orenb ®., MoTynbckn A. I'eHeTuka venoeeka. - M.: Mup, 1990, T.
3.-364 c.

XPOMOCOMHDbIE BOJTE3H HE/TOBEKA

XpOMOCOMHble 601e3HN (CMHAPOMBI) - 3TO rpynna 3aboneBaHwiA,
NPOABASAIOLLMXCA Pa3NNYHBIMKN aHOM/IMAMW Pa3BUTWSA, UMEIOLLUMUN BPOX-
[EeHHbIN XapakTep W CBA3aHHbIX C HapyLleHWeMm CTPYKTYpbl MAM uyucna
XPOMOCOM B COMaTMYeCKUX UM NnosnosbiX Knetkax. B MKB X sta rpynna
3aboneBaHUii oTHeceHa K knaccy XVII «BpoxaeHHble aHOManun [MopoKm
passuTmns], gehopmauym n XpOMOCOMHble HapyLleHus» (Q00-Q99). Xpo-
MOCOMHbIM 60/1e3HAM XapaKTepeH reHOMHbIA AW XPOMOCOMHbIA TN My-
Tauuii. Tpy HapyLleHUn CTPYKTYpbl WX YMCNa XPOMOCOM B COMaTUYe-
CKUX KNeTKax BO3HMKAIOLLME MaTonormyeckue N3MeHeH s OnucbIBatoTCA B
NUTepaType Kak ayTOCOMHbIe CUHAPOMbI, el MepecTpoiiku KOCHY/IUCh
MO/OBbIX KNETOK - FOHOCOMHbIE CUHAPOMbI.

O6LLyI0 4acTOTy XPOMOCOMHbIX CUHAPOMOB B MOMYASLWW OLEHU-
BAlOT B 1%, OTHOCS MX MPEVMYLLECTBEHHO K CMOPagnyeckuM criydasm. U3
HMX NPN6IN3NTENBHO 25% 06YCNOBNEHO ayTOCOMHbLIMM TpUCOMUAMU, 35%
- HapyLleHVeM MO/oBbIX XpomocoM, 40% - cbanaHCUpPOBaHHOW nepe-
CTpoiikoii xpomocom. 3 1000 HOBOPOXAEHHBIX [ETEN Y 7-8 BbIABNAKOTCS
XPOMOCOMHbIE CUHAPOMbI. B CTPYKType AETCKOWA CMepTHOCTU A0 5-u net
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Ha [OMI0 XPOMOCOMHbIX 6GonesHeli npuxogutcs 3-4% (MytoBuH TP,
1997).y
OCHOBHas 4acTb XPOMOCOMHbIX CUHAPOMOB (0 95%) cBfi3aHa C re-

HOMHbIMW MyTaLMAMKW, a U3 HUX 75% npuxogmTca Ha 6onesHb [ayHa.

Tombko 5% XPOMOCOMHbLIX CUHAPOMOB COOTHOCAT C XPOMOCOMHBLIMU

abeppaupamm. CunMTaeTcs, YTO MaToNOrMyecKre NepecTporiku NPUCyLLM B

60/blLeli CTeNneHW XPOMOCOMaM, UMEOLLMM HanbosbLLee KONYECTBO re-

HETUYECKV HEeaKTMBHOIO reTepoxpomaTtvHa. TakuM KayecTBam COOTBETCT-

BytoT 8, 9, 13, 18, 21, X. Y XpOMOCOMbI.

XpPOMOCOMHas NaTonorns UMeeT onpejeneHHble 06LLMe KayecTsa:

1 HapyuleHns pa3BuTUS OpraH1M3Ma BO3HWKAOT B /II060M Clyyae U3MeHe-
HMSi XPOMOCOM, HEe3aBMCUMO OT TOr0 WMMEEeT /I MeCTO FeHOMHas Wm
XPOMOCOMHas MyTauus.

2 CreneHb BbIPOKEHHOCTU fetheKTa pa3BUTUA OpraHu3Ma Koppenmpyet ¢
BE/IMYMHO XPOMOCOMHOrO AucbanaHca.

3. KnuHnyeckas eHOTUNMYECKas CreumdruuHOCTb 6o/ee xapakTepHa 3a-
60N1eBaHMAM C He3HAUYMTENbHbIMWA XPOMOCOMHBIMU  CerMeHTapHbIMU
abeppaumamu.

4. HepocTaToK XpOMOCOMHOIO MaTepuana Bbi3blBaeT 60/ee Tshkesble pac-
CTPOICTBA, YeM ero M30bITOK.

5. MonHble TPUCOMUU UM MOHOCOMUW CKa3blBAHOTCA Ha PasBUTUM opra-
HM3Ma 60/1ee BbIPXKEHO, YeM YaCTUYHbIE U MO3aUYHbIE.

6. AncbanaHc No KpynHbIM XPOMOCOMaM MPOSBASETCS TAXenee, YeM Mo
MESIKUM.

7. B ceMbsix, MMetoLLmMX pebeHKa ¢ XPOMOCOMHOM NaToforuei, puck no-
BTOPHOIO POXAEHWS 60MIbHOrO MOBbILLIEH.

K HacTosemMy BpemMeHu onmcaHo oKoso 100 XpPOMOCOMHBIX CUH-

[POMOB ¥ VX YMCNO MPOLO/IKAET YBENNUMBATLCA. [1A cpaBHeHus, B 1959

r. 6bl/IM U3BECTHbI BCEr0 4 XPOMOCOMHbIX CUHAPOMA.

XPOMOCOMHbIE CUHAPOMBbI MPU NOPaXKeHUN ayTOCOM

Hambonee 4acTbIMM CUHAPOMAaMM, CBA3aHHLIMW C MOPAKEHWEM ay-
TOCOM CUMTAOTCS CUHAPOMbI [ayHa, dasapAca, Matay, «KoLaybero Kpu-
Ka», U3yueHVe KOTOpbIX MpefsycMaTpuBaeTcs nporpaMmMoii. Gonee peaku-
MU SIBNISIIOTCS CUHAPOMbI TPUCOMUY 9p, «KOLIAYLETO KPUKa», TPUCOMMUM MO
8 XpoMOCOMe, CUMHAPOM Bonb(ha-XMpLIXOpPHA, YacTUUYHOA MOHOCOMMY
13g, MoHOCOMUM 18p W psif, APYrUX, ONMCaHMe KOTOPbIX CTano BO3MOX-
HbIM C MOSIBNEHMEM METO/0B AN(HEPUHLIMANIBLHOK OKPaCKN.
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CuHgpom ayHa (Q90)

CVHOHWUMbI: XPOMOCOMbI 21 TpUCOMUWM CUHAPOM, 60ne3Hb [ayHa,
MOHT O/IA3M.

VicTopusa onucaHns. B 1866 r. aHrnmiickmiA Bpay Langdon Down
onucan rpynny 60MbHbIX C YMCTBEHHOW OTCTa/IOCTHIO M CBOEOOPA3HbIM
HabopoM COMaTWMYecKNX aHOMa/uiA, [aB Ha3BaHMe 3a00/IeBaHNI0 «MOHTO-
NouaHon nanotn». B 1846 r. Sequin onuMcbIBaN aHaNorMyHbIX 60/bHbIX,
Ha3blBas 00/1e3Hb «YellyiyaTon MAMOTUER» M3-3a CNeUUtUYECKON CyXOo-
cTn Koxxn. B 1959 r. J. Lejeune (V1. JlexkeH) 06Hapymn y 3TUX 60MbHbIX
NALLIHIOK XPOMOCOMY M3 rpynnbl G (21-yto).

PacnpocTpaHeHHOCTb. YacToTa BO3HWKHOBEHMS cuHApoMa (6ones-
Hu) [JayHa cocTaBnseT 1 Ha 550 - 700 HOBOpPOXAEHHbIX. COOTHOLLEHUE
nonos 1:1. [lokasaHa 3aBMCMMOCTb 4acTOTbl OT BO3pacTa poguTenein. Y
maTepeli B BospacTe 18-19 neT puCK PoXAeHWs pebeHKa C CUHAPOMOM
JayHa pasHsieTcs 1. 1640, B Bo3pacte 40-41 rog - 1: 84, nocne 45 neT-
1:31 (. W. Nastok, 1979). Puck Bo3pacTaeT ecim oba cynpyra oAMHaKo-
BOro Bo3pacta. Cpean YMCTBEHHO OTCTablX AeTeil Ha cuHApom [ayHa
npuxogutea 10-12%.

3Tuonorma n naToreHes. LiuToreHeTMueckunii aHanmM3 No3BOAWA Bbl-
fenuTb 3 opMmbl 3a60/1eBaHNS:

* C /eXallleil B OCHOBe MpOCTOli (perynsipHoii) TpMcoMmein no 21 xpomo-
come (95% Bcex cnyyaes);

* Mpy TPaHCMIOKaLMN XPOMOCOMbI 21 Ha Apyrvie XpoMOoCOMbI (Yatle Ha 15,
pexe - Ha 14, ewle pexe - Ha 21, 22, Y-XpOMOCOMY; Ha Takoi BapuaHT
3ab0/1eBaHMA OTHOCAT 4% cnyYaes);

* MO3au4HbIi BapuaHT cuHapoMa - 1-2% cnydaes.

OKOHuaTe/bHble NPUYMHBLI BO3HUKHOBEHWS XPOMOCOMHBIX aHOMa-
NI He YCTaHOB/EHbI. HepacxoxeHre XpOMOCOM B npoLiecce 0BO-, Crep-
MaToreHesa (Ha nocnegHWiA BapnaHT OTHOCAT A0 25% cyyaeB) COOTHOCAT
C BO3PacTOM, MepeHeceHHbIMM [0 MOMEHTA 3a4aTus BUPYCHbIMK 3abone-
BaHWAMM, VHTOKCMKaLMAMM, PaguaLvoHHbIMU BO3AEACTBUAMU 1 T.4. Ka-
puoTun poauTesnieil 60bHbLIX C NPOCTON TPUCOMMEN 0BbIMHO HOPMASTBHBI,
MpU TPaHC/MOKAaLMOHHLIX hopMax 6one3Hn [layHa y 04HOro 13 poauTeneit
MOXEeT 06HapY>KVBATLCA aHaI0rMYHas TpaHcoKaLUus.

[JuarHocTunyeckume KpuTepuu.
1.®deHOTUNMYECKME NPU3HAKA. KHOYeBbIMU KIMHUYECKMMM [MarHOCTUYe-
CKMMU MpU3HaKamn SBNAIOTCH: YMCTBEHHas oTcTanocTb (100% cnyuyaes),
MbILLEYHas TNoToHMS (80%), MAOCKOE N0, MOHFONOMAHLIA paspes rna3
(80%). ¥ 60MbHbIX C pPa3HOii YacTOTON BbISBNAIOTCA: GpaxuoLletabHbIl
yepen CO Cr/IaXeHHbIM 3aTbIKOM W YMNJIOLWEHHbIM SIMLOM, 3MNUKaHT, u-
NepTenopmsM (LLUMPOKO PacrnofioKeHHble rfasHble A6/10KK), NATHa bpyLu-
thunbaa (CBeT/ble NATHA HA Pafy’KKe), paclUMpeHHas Yh/oleHHas nepe-
HOCWLA, HM3KO PacroNOXeHHbIE Heopa3BUTbIe YLUHbIE PAKOBWHBI, YBENN-
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UEHHbI CKNafyaThlidi S3bIK, BbICOKOE He60, HempaBW/bHbIA POCT 3y6oB,
KOPOTKas LUes, LUMPOKME KUCTU C YKOPOUEHHbIMW NMasibLiaMu, UCKPUBIIEHNE
V nanbLes, paclunpeHHble NpoMexyTku Mexay I-11 nansuamu cton. Bos-
MOXHbI 1 Apyrue Npu3Haky: HU3KWIA PoCT, Cyxas KOXa, BOPOHKOOOpasHas
WM «NeTyLUMHasA rpyab», HefopasBUTME Hapy>KHbIX MO/OBbIX OPraHos,
MyrnoYHble 1 NaxoBble rPbKK, MOPOKW Cephua, aTpesvs UM CTeHO3 pas-
NNYHbIX OTAENOB NULLEBAPUTENBLHOIO TpakTa u T.4. Cuutaetca (PegbkuH
FO.B., 1981), uto npu 60ne3Hn [dayHa BCTpeyaeTcs 0T 9 4o 29 comatuye-
CKuX aHoManuii (Puc. 3).

Puc. 3. deHoTUNMYECKME NPU3HAKM CMHAPOMa JayHa

2. HeBponornyeckme M ncmMxonaTonoruyeckue Kputepun. Hesponoruye-
CKVe CMMNTOMbI 3aBUCAT OT CTEMEHU CTPYKTYPHbIX BHYTPUMO3rOBbIX Ha-
PYLLUEHWIA U MOTYT BbIPXaTbCA NUPaAMUAHLIMUA, MO3XKEUKOBbIMU, PeyeBbl-
MW paccTPOMCTBaMU, CHWXEHMEM 3peHus, cnyxa. lcuxonaronormyeckas
CUMMTOMATKKA, B MEPBYIO O4Yepeb B BUAE YMCTBEHHOI OTCTaNoCcTu, 06Ha-
PYXXVMBaeTCA NpW MOHOA TPUCOMUM NPAKTUYECKN Y BCeX O6OMbHbIX, B 65-
90% cnyyaeB OHa AOCTUraeT CTeMeHU UMOELMIBHOCTM, B OCTa/bHbIX Cy-
yasix AMarHOCTUPYeTCs! MPUMEPHO B OAMHAKOBOM COOTHOLLEHWUM Le6Wb-
HOCTb U namoTua. KosthdmumeHT uHtennektyanbHocTy no Bekcnepy (1Q)
B CPeAHEM He MpeBbllLaeT 24 6a110B. Hefopa3BnUTWe NHTE//EKTA TOTaSlb-
Hoe. MblweHne 60/bHbIX TYFOMOABVKHOE, HapyLUeHbl CMOCOBHOCTU K
abcTparMpoBaHWio, aHanu3y, CcuHTesy. [ledTenbHOCTb XapaKTepusyercs
CK/IOHHOCTLIO K MOAPaXaHUo” 3aTpyAHEHO MEPEK/HOYeHNEe C OAHOTO BUAa
[eATeNbHOCTU Ha APYroi. dmoummn Mano AudiepeHLMpoBaHbl, NOBEPXHO-
CTHble, 0IH006pa3Hble. BO3MOXHbI BapuaHTbl 3MOLMOHaILHON NabubHO-
CTW, BCMbILIKA [HEB/MBOCTYM, HeraTMBM3Ma, ynpsMcTBa. B uenom 3Tw
60/bHble 406POAYLUHbI, MPUBA3UMBLI. OnepaTMBHas U [ONTOBPEMEHHas!
MamMsiTb CHVDKEHbI, CHUXEHA CMOCOBHOCTL K 00y4aeMocTu, XOTSi 60/bHbIe
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CMOCOGHbI YCBaMBaTh XMUTEWCKME HaBblKW. MeHee BbIpadKeHHas UHTe//eK-
Tya/lbHas He4oCTaTOYHOCTb HabNOAAETCA NMPU MO3aUYHbIX BapUaHTax.

3. VIHCTpYMeHTanbHO-nabopaTopHble  KpuTepun. WHCTpyMeHTasb-
Hble o6cnegoBaHus (Y3W, peHTreHomormyeckue MeTtofpl, 3HAOCKOMUYe-
ckue uccneposaHus, SKIT, axokapgorpadus u 4p.) B OCHOBHOM WCMO/b3Y-
tOTCS [19 BbISIB/IEHUS MOPOKOB PasBUTUS BHYTPEHHWX OPraHoB. NeKTpPo-
3HUechanorpadmyeckoe 06cnefoBaHNE B AWHAMUKe BbISBASET 3afepXKy
pasBuTUSA U CTabyUM3aLmm OyHKUMOHAIbHBIX CBA3el MO3ra, YTO XapakTe-
pusyeTtcs npeobnasaHuem B obLuem cnekTpe 3 MeAneHHOBOHOBON aK-
TUBHOCTM, HECTaOU/IbHOCTbIO W CNaboi BLIP&KEHHOCTLHO anda-puTMma,
HU3KO/ O3M-peakTVBHOCTbIO Ha BHELUHWE pasfpaxuTenn. $apeHo-
MarHuTHas 1 KOMMNbOTepHas Tomorpadus 06Hapy>KvBatoT Hefopassu-
Tee NO6HbLIX JOMEN, CTBONA 1 MOKEUKA, Pa3NyHble BapUaHTbl HapyLLIeHNS
NMKBOPOAVHAMUKUN. Bce mepeumcnieHHble MeTOAbl UHCTPYMEHTaIbHON U
NabopaToOpPHO-6UOXMMUYECKOI AMAarHOCTUKI BbISBASIOT Hecrelugmyeckme
M3MeHeHVs. [lepMaTornuimka XapakrepusyeTcs AUCTaIbHbIM 3aMeLLeHN-
€M 0CEeBOro Tpupaauyca, ABYXCTOPOHHEW MOMepeyHoR CKIaAKoN, 0ANHOY-
HOIi crnbaTenbHOM CKNaAKOM MWU3UHLEB, Y/IbHAPHLIMW NETAAMK, TMbUab-
HbIMW Ayramy 60nbwIMX nanbues. OCHOBHOE MOATBEP>KAeHWE NpuHaf-
NEXKHOCTHU BbISBNSEMbIX (PEHOTUMMUYECKMX MPU3HAKOB K CUHAPOMY [layHa
BO3MO>KHO MOC/e NPOBEEHNS KapuoTUNUPOBaHMS.

JuddhepeHumanbHas gnarHocTUKa NPOBOAUTCS C APYTUMU XPOMO-
COMHbIMU 6O0NE3HSAMM 1 MOPOKaMW Pa3BUTUS, COMPOBOXAAIOLLMMUCS WH-
TeNNeKTYyaNbHOW HefOCTaTOUYHOCTbIO, AETCKUM LiepebpasibHbIM Mapanyom.

TeueHne 3a6oneBaHns. C MOMEHTa POXAEHUA CTaTUYECKUE U pede-
Bble (OyHKUMM Yy geTeli ¢ 60ne3Hbio [layHa pa3BMBaKOTCA C 3afepXKKON:
[lepXaTb rofioBy OHW HauYMHAOT B cpesHeM ¢ 4-5 mecsues, cuaets - ¢ 8-9,
XOOWTb - K 2 rofam, nepsble cnosa npousHocaT B 1,5-2 roga, hpasosas
peyb nosBnseTca K 4-5 rogam. MocnefyroLwmin nporHo3 3aboneBaHns 3aBu-
CUT OT CTEMEHWN BbIPXKEHHOCTU BPOXKAEHHbLIX NOPOKOB BHYTPEHHUX Opra-
HOB (Cepaua, XXenyAo4HO-KWLLEYHOrO TpakTa, MOYEBbIAENNTENbHON CuC-
TeMbl), NMOHWKEHHOW WUMMYHHOW YCTOWUYMBOCTU, MOBLILLEHHOTO PUCKA MO
6071e3HAM KpoBW M OHKonatonoruu. Mo gaHHeiM M. Jones (1979) go 30%
60/1bHbIX YMUPAOT Ha NePBOM rofy u3Hu, 50% - [0 5 neT. B ocTanbHbIX
BO3PAaCTHbIX rpynnax CMepTHOCTb B 8 pa3 Bbllle, YeM B nonynsauum, 8%
60/bHbIX XUBYT 60nbLue 40 neT, 2,6% - 6onbwe 50 net. CpeaHss npo-
[OMKUTENBHOCTb XU3HW OLeHMBaeTCs B 36 NeT.

JeyeHvie. STronaToreHeTNYecKas Tepanus He paspaboTaHa. B pam-
Kax CUMMTOMAaTUYECKO NPeAnpUHMMAtOTCS MOMbITKW NPOLOMKUTENBHOTO,
2-3 Mecsla Ha Kypc, fledeHrss HOOTPOMHbIMKU MpenapaTtamu (mupaueTam,
HoOTpoNWA, 3HUedabon, naHToram), BUTaMMHaMK rpynnbl B, ropMoHamu
LIMTOBUAHOI >Kenesbl, runodusa. B psge cnyyaeB nokasaHa Xupypruue-
CKast MoMoLLb (MOPOKM PasBUTUA XKeNyL0HHO-KMLLEYHOrO TPaKTa, MoYeno-
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NOBOVi CUCTEMBI M T.A.). B 0OCHOBHOM Takuve 60/bHble TPeGYOT COLMabHO-
nesarormyeckoi KoppeKLum.

Me[amnKo-reHe TUYecKoe KOHCYIbTUpoBaHue. XapakTep U 06beM Me-
[MKO-TEeHETMYECKOr0o KOHCYIbTUPOBaHWS 3aBUCUT OT XPOMOCOMHOIO Bapu-
aHTa 6one3Hn JayHa y npobaHga. Ecnm y naupeHTa 06Hapy>KeH TpaHco-
KaLMOHHbIV BapuaHT 60/1e3HM, TO HeO6XOAMMO MCCeoBaTh KapuoTun po-
autenei. BbifiBneHve y OAHOrO M3 poauTeneli c6anaHCMPOBaHHOM TpaHC-
NOKauUMm, MOCNYXXMBLLEWA MPUYMHONA XPOMOCOMHOM MaToNnorum y pebeHka,
npu nocnegyowmx 6epeMeHHOCTAX ABNSETCH MOKasaHWeM [1s MpoBefe-
HUSA NpeHaTaIbHON [MarHOCTUKW: aMHWOLEHTES W LIMTONOMMYECcKoe mcchne-
[l0BaHWe KyNbTypbl aMHUOTUYECKUX KNIETOK.

PrcK poxaeHns 601bHOro pebeHKa 3aB1CUT OT BMAa TPaHCMOKaLMK.
CuuTaeTcs, 4TO Npy TpaHcnokaumy Tuna 13g21q, BbISB/IEHHON Y OTLa, OH
cocTaenseT 2.5%, y matepu - 10%, 21922q - cOOTBETCTBEHHO 2% U 7%.
Ecnn y ofHoro us poguteneid BbisiBfieHa TpaHcnokauus tuna 21g21q -
puCK poxxaeHna 6051bHOro pebeHka coctasnset 100%.

Mpn HanMuuM Mo3auLmsma y poguTeneid uam 6onesHun JdayHay Ma-
Tepy PUCK poxaeHns 60/1bHOro pebeHka focturaet 30%.

Ecnun y npobaHga o6Hapy»eHa TpucomHas opma 60/1e3HM, TO pUCK
pOXAeHWs BTOPOro pebeHKa He3HaunUTebHO MPEBbLILLAET NOMYNALMOHHLIN,
HO OH BO3pacTaeT MPOMOPLMOHa/ILHO BO3PAcTy CYMPYXECKON Napbl, YTO
TaKXKe ABNSAETCA NOKa3aHWEM K NPOBEAEHUIO NPeHaTaslbHON AUarHOCTUKN Y
6epemeHHbIX cTapwe 35-40 neT.

CuHgpom MaTay (Q91)

CVHOHWMbI: XpPOMOCOMbI 13 TPUCOMWUM CUHAPOM.

WVcTopua onucannsa. KnvHWKa v LUTOreHeTMYeckast KapTuHa 3a6o-
NieBaHus onmcaHbl B 1961 1. K. Maray.

PacnpocTpaHeHHOCTb cocTasnseT 1 6000 HOBOPOXAEHHBIX.

JTvuonorusa. Ha HacTosilee Bpemsi OMMCaHO 3 LUTOreHEeTUYECKUX
BapuaHTa:

e TpucomMus No 13 XpOMOCOMe, Ha Hee npuxoamTcsa 75% BCex Cny4aes;
¢ TpaHCnoKauuoHHas opma - 20% cny4aes;
* MoO3anyHas thopma - 5% crnyyaes.

[JunarHocTunyeckne KpuTepum.

1 deHOTUNUYECKME NPU3HAKW. KNHOYEBbIMW  (HeHOTUMUYECKMMM
npu3HaKamn SBAStOTCA MUKpodhTasibM (77% cnyvaeB), paclienivHa rybol 1
Heba (68%), nonmaakTunms (50%). OfHAKO MX KONMYECTBO MOXET JOMNos-
HATBCA W PALOM ApYrux CTUrM: YMeHblleHue yepena B pasmepe (58,7%),
HenpaBubHas KOHUrypaums yepena (TpUroHouedannsi), CKOLWEHHbIN y3-
KWl n06, pacluMpeHHble POLHWYKM W LUBbI, Y3KUE FOPU30OHTa/IbHbIE [/1a3-
Hble LIeNN, MHOTAa MOXET UMETb MeCTO aHo(Ta/lbM WM umknonus. Hoc
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MI0CKUIA W LUMPOKUIA, 3anaBLuas NepeHocumLa, YLLHbIe PakoBKHbI pacnoso-
XeHbl HU3KO (80%). BbISBNAOTCA pas3/inuHble MOPOKM PasBUTUS KOCTHO-
MbILLEYHOW CUCTEMBI: TMNOTPOGINSA, (INEKCOPHOE CrnbaHne KUCTEN, «CTo-
Na-Kkavasika», NONUAAKTUAWSA, YABOEHME MO3BOHKOB, FMMepTPoOdUs KpecT-
ua. AHOMaNMM BHYTPEHHWX OPraHoOB BCTPEYalOTCA B BUAE BPOXKAEHHBIX
nopokoB cepaua (80%), aHomanuin nouek (58,6%), aHOMaUiA KALLIEYHMKA
(50,6%), KpMNTOPXM3Ma, YABOEHUS MaTKW, BNaranuLla u T.4.

2. HeBponoruyeckue Kputepuy MOryT UMeTb SBHbIA U CKPbITHLIA Xa-
paKTep ¥ BblpaXaroTca B apuH3aHUedanun (63,4%), mukpouedanuu, annia-
311 MO30/IMCTOro Tena 1 Mosxeuka (19,3%), rononpossHuedanum (code-
TaeTcsa ¢ LUMK/IONWiA, Lebouedanmei).

3. VHcTpymeHTansHo-nabopaTopHas AMarHOCTMKa He WMeeT pe-
LIAOLLEro 3Ha4YeHWs 13-3a MHOXECTBA MOPOKOB Pa3BUTWUS HE COBMECTU-
MbIX C XM3HbIO. [epMaTornugmka BKIIOYAET «00e3bAHbIO CKIaAKY», aK-
CUasbHbI TPUPAAUYC, BBICOKYH YacTOTY TMOManbHbIX U UOYNSPHBIX Me-
TeNb Ha 60MbLIMX NabLax cTon. LiuTonornyeckoe nccnefoBaHvie Leneco-
06pasHO 4/1a onpefeneHVs BapuaHTa 3ab60neBaHUsA U MOCNeayHoLLEero Me-
[MKO-TeHeTUYECKOro KOHCY/IbTUPOBaHNS.

JudchepeHupansHas AMarHOCTMKA OCHOBLIBAETCA Ha pe3ynbTaTax
nccnefoBaHUs KapuoTuna 60/bHOro, NMPOBOAUTCS C CUHAPOMamK TPUCO-
MUK Xpomocom 18, 4p.

TeueHue 3a60neBaHUst HebIaronpuUATHOe, 0ObIYHO Takue 4eTU Noru-
6aloT B nepBble AHW, Hedenu nocne poxaeHus. Hepeako CMOHTaHHble
abopTbl U NpexaeBpeMeHHble pofbl 00YCNOBMeHbI faHHOW MnaTonoruer
nnoga.

JleyeHue oTCyTCTBYET.

Me[aMKO-reHe TUYECKOe KOHCYIbTUpOoBaHve. py poxaeHUn Takoro
pebeHKa LienecoobpasHo NpoBeAeHVe KapuoTUMMPOBaHWS poanTenei ans
BbISIB/IEHWA MO3auLM3Ma, HOCUTE/bCTBA TPaHCoKauun. Puck ansa cmbcos
MpY NPOCTO TPMCOMUM U CriopagmMyecknx cnyyvasx < 1%. B cnydyae Hocu-
TeNbCTBa TPAHCNOKaLWKN Yy POAUTeNeil NOBTOPHLIV PUCK 3aBUCUT OT ee TK-
na. Mpy Hannumy TpaHcnokaumin 13q 14q nam 13g 15qy OHOro 13 poamTe-
Neii puck coctasnseT 1-2%, 13q 13q - 100%.

CuHgpom 3gsapaca (Q91)

CVHOHUMBI, XPOMOCOMBI 18 TPYCOMUM CUHAPOM.

VcTopusa onucaHus. 3abonesaHue onwucaHo. XK. 34BapfAcoM C Co-
TPyAHUKamm B 1960 T.

PacnpocTpaHeHHOCTb: CMHAPOM J/BapAca BCTPeUaeTcs ¢ 4acToTow
npumMepHo 1:7000, COOTHOLLEHVE HOBOPOXAEHHbLIX MYXCKOIO - >KEHCKOro
nona, kak 1:3. Takue [eTW valle poXAatTcs Yy MOXMIbIX MaTepel, puUck
[Lns XeHWuH cTapLue 45 net coctaenseT 0,7%.
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3Tuonorna. B 60MbWMHCTBE Cy4YaeB HapyLUeHve AeTepMUHUPOBA-
HO NpOCTOl TpUcoMUei Xxpomocombl 18. B 10% cny4aeB BbISBASETCH MO-
3aMLM3M, TPAHC/IOKALMOHHbIE OPMbI BCTpeYatoTCs crnopaguyecku. 3abo-
NeBaHMe HECKOJIbKO yallle 06Hapy)XXMBaeTCa Y eBOYeK, YTO COOTHOCAT C KX
60/bLLEN XXN3HECTONKOCTLIO.

[JunarHocTunyeckue KpuTepum.

1 PeHoTUNNYECKME NPU3HAKU. MUHUMASbHBIMU AUarHOCTUYECKM-
MU MPU3HAKaAMU CUUTAETCA Ha/MuMe MHOXECTBEHHbIX MOPOKOB PasBUTUS,
4TO 6€3 LUTONOrMYecKoro o6ceefoBaHue 3aTpyaHSeT AudepeHLyanbHy 0
AnarHocTuky. py poxaeHMWM OTMevaeTcs MafieHbkas nnaueHta (50%
CMy4aeB), eAMHCTBEHHAA MynoyHas apTepus (80%), Masblii BeC nioga, ru-
nonnasna CKeneTHoOW MYCKynaTypbl U MOAKOXHOW >KMPOBOMA KNeTyaTKu,
Kpuntopxusm (100%), BbICTynaloWmiA 3aTbINOK W YA/MHEHHbIA yepen
(80%), MMKpPOrHaTKs, HU3KO NOCaXKeHHbIe yLn (80%), KOPOTKUE rNasHble
wenn, mmkpoctomms (50%), crmbatensHas gedopmaums nanbues (80%),
nepekpbiBaHue V nanbuem 1Y, Il nansuem - 1ll, KopoTkaa rpyauHa, ma-
NeHbKWIA Tas, orpaHWuyeHve OTBedeHWs Oefep, naxoBas WM MynoyHas
rpbbKK, BbiNageHue npamoi Kuwku (50-80%) u ap. IMetoTcs MHOXECT-
BEHHbIE MOPOKU Pa3BUTMA BHYTPEHHWX OpPraHoB: MOPOKM cepAaua, aHoMa-
nunn passutua novek (50-80%), TpaxeonuLLEeBOAHbIN CBULL, He3aBepLUeH-
Hbl1 MOBOPOT KMULUEYHMKa, FMMOoNniasus SUYHUKOB, BbIBUX 6eapa, arpesus
aHyca, aHomanmu pebep 1 3HJOKPUHHbIX XKene3 1 ap. (Puc. 4)

Puc. 4. ®eHoTUNNYECKNE NPU3HAKM CUHAPOMA DaBapAca

2. HepBHO-NCUXMYECKUIA CTATYC XapaKTepuU3yeTcsi NMCUXOMOTOPHOIN
3afiepKKoli passuTus (100%), rnyxoToi, MUKPOO(hTabMOM C HapyLLEHEM
3pEHUsl, Pa3NYHBIMA aHOMANMSMU Pa3BUTUS FOIOBHOTO U CRIMHHOTO MO3-
ra, MO3roBbIM 1 CIMHAMbHLIMU TPLKAMK.

3. Mpn Ha/MUMM Takoro GOMbLLIOTO KONMYECTBA MOPOKOB Pa3BUTHS
VHCTPYMEHTa/IbHO-N1Ia60paToOpHas AMarHOCTMKA He UMEET PeLLatoLLero s
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XM3HW 3HayeHus, HO nossonseT (Y3W, peHTreHorpagms, 3HAOCKOMuYe-
CKVie MEeTOfpbl) BbISIBUTb [OMOSHUTENbHbIE U3MEHEHUS BHYTPEHHUX Opra-
HOB, FO/IOBHOIO Mo3ra. flepMaTorndmKa XapakTepuayeTcst IUHCTBEHHOI
nafoHHO cKnagkoii (10-50%), eqUHCTBEHHOI CrA
6aTenbHol cknagkoin V nanbua (10-50%). OkoHYaTeNbHas AMarHoCcTUKa
OCHOBbIBAETCA Ha LIMTONOrMYECKOM MCCef0BaHNN.

JudbdbepeHupanbHas AuarHocTKa NPOBOAMTCA C XPOMOCOMbI 13
TPUCOMMUU CUHAPOMOM.

TeueHue 3a60eBaHNs. B NOMOBUHE Clyyae 0TMEYaeTCs HapyLUeHue
CPOKOB 6epeMeHHOCTY, BO3MOXHbI MHOTOBOAME, cnabas akTUBHOCTb MJ10-
na. MocnepogoBast NPOAO/HKMUTENBHOCTb XXU3HU Pe3KO CHdKeHa: 30% fe-

Teil yMUpatoT Ha nepBoM, 50 - Ha BTOPOM MeCSILIE XKW3HW, A0 roAa AOXK-
BaeT 10%.

JleyeHne CUMMTOMATUYECKOE.

MeAKO-reHe TMYECKOe KOHCYNbTYPOBaHNe Harnpas/ieHO Ha BbisBe-
HWe Mo3auLM3Ma y poauTeneii u nposedeHne (06LLee MOMOXeHUe) NpeHa-
TaNbHOI AVArHOCTVKM Y MO3AHO POXKAMOLLIX XKEHLLVH.

CuHapombl Tpucomun 9p (Q92)

CVIHOHUMBI: XPOMOCOMbI 9p+ CMH/POM, CMHAPOM PeTope.

VcTopus onucaHus. BblgeneH B caMOCTOATENbHYIO HO30/10rnYe-
cKyto eguHuy B 1970 r. M. Rethore ¢ coaBTopamu.

PacnpocTpaHeHHOCTb. CunMTaeTcs, YTO 3TO BTOPas Mo yacToTe Mo-
cne 6onesHn [ayHa hopma TpUCOMUIA cpean deTeit onurodpeHos. Mony-
NALMOHHAsA 4acToTa HEM3BECTHA, Yallle BCTPeyaeTcs y feTeld XKEHCKOro no-
na.

ATvonorus. bonbliuas YacTb M3YYeHHbIX ClydaeB Gblna CBA3aHa C
TpaHCNOKaUusMN Y poauTeneld, HECKOMbKO - criopaguyeckux. B TpaHcno-
KaLyto 06bI4HO BOB/eYeHbl 15 1 22 XpOMOCOMbI. ONMUCLIBANNCH BapuaHThl
«YUCTOM» TpUcoMuUM 9p U ciyyam, 06yCnoBAeHHbIE AyNnKaLumeld N30xpo-

MOCOM MO KOPOTKOMY Mfieuy WaW B pe3y/ibTaTe LiEHTPUYECKOro paspbiBa
XPOMOCOM.

JuarHocTuyeckme KpuTepuu.

1 deHOTUNMYECKNE NPU3HAKW. MUHUMANbHBIMU MarHOCTUYECKY
MU MPU3HaKaMK ABASKOTCA ONUFOMPEHMS, OTCTaBaHWe B (PU3NYECKOM pas-
BUTWU, XapakTepHoe 0. OCOBeHHOCTUN pa3BUTUA Yepena v ero ULEBbIX
OTZENOB BbIPAKAKOTCA B HUIMUUM Y TakMX 60/bHbIX YMEPEHHOW MUKpOLe-
thanuu, Gpaxmuedanuu, CriakeHHOro Ha30(POHTaNbLHOro Yrna, YyMepeH-
HOro rvnepTenopusMa, aHTVMOHIOMOMAHOMO pa3pes3a rnas, 3HoMTaIbMa,
LUMPOKOTO OKPYF/IOF0 KOHYMKa HOCa, BbICTyMatoLleli BepxHel rybbl U
BEPXHEN YeNIOCTY, OMYLLEHUS YII0B PTa, 60/bLUNX HA3KO PaCcro0oXeHHbIX
YUWHBIX PakoBWH. Kpome Toro, HabnOfaloTCs KOpPOTKas LUESi C HU3KWUM
poCTOM BOJIOC; KM(ho3 1 (MNIM) MOSICHUYHbIA NOPAO03, CKOMMO3; rMMonnasms
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MbILLIL, M1IEYEBOr0 MOACA; MMNOMAasvsa UK aniasus TePMUHaIbHBIX (hanaHr
Il 'V nanbues, cuHpgaktuama Il - 11l nansues Ha ctonax, Il - 1Y Ha Kuc-
TAX; BanbrycHas fegopmaums | nanbua CTOMbl, SIOKTEBbIX U KOMEHHbIX
CyCTaBoB. ¥ 25% 06Hapy>Xu1BatoTCH MNOPOKK cepaua OTMeuaeTcs 3aiepx-
Ka Mo/10BOro co3peBaHms.

2. HepBHo-ncuxumyeckas cpepa XapakTepusyeTcs B NepByH0 ouepesb
3a/1ePXKKOI YMCTBEHHOIO Pa3BUTKS C NEPBOr0 MECSLLA XXU3HU.

3. VIHCTpyMeHTanbHas AMarHoCTMKa Hanpae/ieHa Ha BbISB/IEHWE NOo-
POKOB Pa3BUTUS BHYTPEHHMX OpraHoB. [epmaTtorimgurka xapakrepusyeTcs
nonepeyHol NafoHHON CKNaaKoM, eAMHCTBEHHOW CrmbaTeNbHOM CKNaLKOM
Ha Y nanble. OKOHYaTeNbHas AMarHoCTWKa OCHOBbLIBAETCA HAa LMTONO-
MMYeCKOM WCCNe0BaHNN.

JudchepeHumanbHas gmarHocTUKa NpoOBOAUTCA C ApYrMMun dopma-
MW HacneACTBEHHbIX ONMIO(PEHUi, CMHAPOMOM [layHa Ha OCHOBaHWW
OMUCaHHOrO PeHOTUMA W LIUTONOrMYECKOr0 UCCNef0BaHNA KapuoTuna.

TeueHne 3a60neBaHWs MPU OTCYTCTBUM TPY6ObIX MOPOKOB BHYTPEH-
HUX OpraHoB 6M1aronpuATHOE, 3HAYUTENIbHO He MEHsIoLLee MPOAOMKN-
TeNbHOCTb YW3HW.

JleyeHne nNpoOBOAWTCA CUMMNTOMATUYECKOE, MPU HaAMuMy rpybbix
JedhopMaumii KOHEYHOCTEA - XMPYPrudeckoe, opTorneguueckoe. Kak u
60/bHbIE C CMHAPOMOM [layHa Takue feTn TpebytoT HAMBUAYaIbHOIO Me-
[arornyeckoro NoAxoAa v coupanbHoO afanTUpYHOLLEro 06yUeHUs.

Me[anKO-reHe TUYECKOe KOHCYNbTUPOBaHWE MPOBOAMTCA A5 BbIAB-
NEeHNs TPaHC/MIoKaLUWin aHanorMYHoro xapakrtepa y poputeneil. B cnyvae
HacTyn/1eHNs 6epeMeHHOCTM Y KEHLLMH C CMHAPOMOM 9p WK Y napbl, rae
Cynpyr MMeeT JaHHYK0 NaTofiormio, NokasaHo NpoBefeHue MpeHaTasIbHOM
[MarHOCTUKM (aMHMOLIEHTE3, KapuoTUNMPOBaHUE).

Tpucomus no xpomocome 8 (Q92)

CVHOHUMBI: XPOMOCOMbI 8 TPMCOMUS.

WcTopua onucaHus. MogpobHoe nuTepaTypHOe onucaHue faHo Re-
thore M., Aurias A. B 1977 .

PacnpocTpaHeHHOCTb. [onynauuoHHas 4YactoTa cocTaBnser 1
50000, y 1y, My>KCKoro nosa B 3 pasa vatle.

ATvonorus. Cpeam n3yyeHHbIX cyvaeB B 84% vMenn Mecto mo3a-
MYHble BapuaHTbl. K/MHWMYECKOro OTANYMS MeX[Y YWCTON TPUCOMMER 1
MO3aMYHbIMU BapraHTamu HeT.

[JunarHocTunyeckne KpuTepuu.

1 deHoTUNNYECKME NPU3HAKK. K MUHUMaIbHBIM AMarHOCTUYECKUM
npu3HakaMm OTHOCATCH [/IMHHOe Y3KOe Ty/MOoBULLE; aHoManuu pebep v no-
3BOHOYHVKA; FNyB6oKve NafoHHble U NOAOLLUBEHHblE 60PO34bl; OTTOMbIPEH-
Hble ywn. Hambonee TUMUYHLIMUA ABNSKOTCA aHOMasUW CTPOEHUS nuLla Y
OMOPHO-ABMraTe/IbHOr0 annapara: BbICTYMatoLLMiA 106, WMPOKas ChvHKa



HOCa, rMnepTenopusM, cTpabusm, BbIBEPHYTa HUXHAS ry6a, BbICOKOe He6o
WL ero pacLlenyHa, OTTOMbIPeHHbIE YLIHbIE PAKOBUHBI C BbICTYNAHOLLIM
MPOTUBO3aBUTKOM, MakpoLedanmsa. Ty/oBuLLE U KOHEYHOCTU YASMHEH-
Hble; rpyAvHA 3anasLuas; Nasblibl PyK Y HOT A/IMHHbIE M TOHKUE; MIeYeBoi
1 Ta30BblIli NOAC y3KMe. BO3MOXHO pa3BUTUE KOHTPaKTyp, OCOBEHHO Cyc-
TaBOB KMCTei u cTton. MOXeT UMeTb MeCcTO KM(OCKonMo3, fo6aBOUHbIE
MO3BOHKM U pebpa, 3aKpbiTble CMMHHOMO3MOBbIE PbIXMU B LLUEAHOM U Nosic-
HUYHOM oTgenax. Co CTOPOHbI HapyLleHuii BHYTPEHHUX OpraHoB BCTpe-
YaroTCA MOPOKM Pa3BUTMSI MOYEMNO/OBOM CUCTEMbI: FMAPOHe(PO3, MMapo-
YPETPUT, CYXKEHME MOYETOUHMKOB, KPUMTOPXM3M. BeTpevaroTes pedekTbl
NeperoposKku cepaLa v KpynHbIX CoCyLoB.

2. HepBHO-NCUXMYECKME HAPYLLEHWA BbIPXKAKOTCA B Ha/IMUMM TUA-
poueganum, arHo3Mm Mo30/UCTOro Tena, CMMHHOMO3roBbIX rpbbkax. OT-
MeYaeTca 3afjepXXka MOTOPHOIO WM MCUXUYECKOTO PasBUTUSA, UHTEIEKT Y
60NbLUMHCTBA 60/bHBIX CHUXKEH.

3. YnbTpa3ByKOBble, PEHTTEHOMOrMYeCKMe, IHAOCKONUYECKME METO-
[bl UCCNeoBaHUs MO3BOMAKOT BbIABUTL NOPOKY PasBUTUS BHYTPEHHUX Op-
raHoB. AMP - Tomorpagms, KT - Tomorpadus nomoratoT B AMarHOCTUKE
MOPOKOB PasBWUTMA TO/IOBHOMO, CMWHHOMO MO3ra, BHYTPEHHWX OpraHoB.
Mpn nabopaTopHOM UCCNEAOBaHMM Y TakMX GOMbHLIX MOTYT 6GbITb 06Ha-
PY>KEHbl TUNOMNIacTUYecKas aHeMus, NeNKOMeHWUsl, YaCTUYHbIA AeduumnT
thaktopa YIl. LiMTonormueckoe wmccnefoBaHvie MO3BONSET AMArHOCTUPO-
BaTb XapakTep XpOMOCOMHOW abeppauunu, popmMy TPUCOMUN.

OudpdhepeHumancHas AnarHocTka NpoBOAUTCA € APYrMK TPUCO-
MuAMU rpynnbl C Ha OCHOBAHWUW KNMHWKW W LIMTOMOMMYECKOrO CCNef0Ba-
HUS.

TeueHne 3ab0neBaHWUst OTHOCUTENBHO 6/1aronpUATHOE, MPOAOIKU-
TEeNbHOCTb XMW3HU OMpeensieTca XapakTepom U CTEMEHbIO BbIPAKEHHOCTM
MOPOKOB PasBUTUA BHYTPEHHUX OPraHoB, KPOBETBOPHOM CUCTEMbI.

JleueHve cMMNTOMATMYECKOE, B pAfe CNy4vaeB MPOBOAATCS opTorne-
[MYecKye onepaLmmy Ha KOHEYHOCTSX, MOYEBbIAENNTENbHON CUCTEME.

Me[amnKo-reHe TUYeCKoe KOHCYbTUpoBaHWe NPOBOAUTCS B COOTBET-
CTBUW C OBOLLENPUHATLIM MPWU XPOMOCOMHOW NaTosormu.

Lpyrue ayTocomHble cuHapombl (Q93)

Kak oTmevanocb, 6onee pefko BCTPeYarOMMUCS SBASIOTCH CUH-
[POMbI «KOLLAYbero Kpuka», Bonba - XMpLUXOpHa, YaCTUYHOW MOHOCO-
mMun 13g-, MOHOCOMUM 18p-, «KOoLLaYbero rnasa» v Ap. Bce oHW xapakTe-
PU3YHOTCA Ha/IMuMeM Pas/IMyHbIX MOPOKOB PasBUTWA, OT CTeMeHu Bbipa-
YKEHHOCTW KOTOPbIX 3aBUCUT MPOLO/HKUTENBHOCTL XKU3HU. OKOHYaTe/IbHas
MX [OMarHocTvka 6asupyeTcs Ha pesy/bTarax LMTOMOrMYeckoro, B TOM

unucie C MCMo/b30BaHWEM AM(dEPEHLMaNbHOTO OKpaLLMBaHWUS, UCCefo-
BaHMsI,
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YacToTa CMHApPOMA «KOLLAubero Kpuka» (CMHAPOM [efleHnn Xpo-
MOCOMbI 5p-) cocTaBnsieT 1. 50000, cpeay AeTeli ¢ 3a4epXKKOM YMCTBEHHO-
ro passutma —1: 350. MUHUMANBEHBIMU AUATHOCTUYECKUMM NPU3HAKaMU
ABNAKOTCA: HEOObIYHbIA KPUK, HaMOMUHAIOLIMIA KOLlaube MAYKaHbe; MUK-
pouethanns; aHTUMOHIOMOUAHLIA paspe3 [/1a3; YMCTBEHHas OTCTa/10CTb;
[eneumns KOpoTKOro nneva 5-i XpoMocombl. [eTn ymupatoT B nepsble 2
rofa XXU3HW.

YacTtoTa cuHapoma Bonmbtha - XuplxopHa (CUHAPOM AeneHuu
Xpomocombl 4p-) onpegensietca B 1: 100000, onvcaHo okono 100 ciyyaes.
MUHUMaNbHBIMWA  AMArHOCTUYECKUMI MPU3HAKaMK ABMSKOTCA FUnepTesno-
pU3M; LUMPOKMIA MW KHOBOBUAHLIMA HOC; MUKPOLIe(anms; HA3KO pacnono-
XKeHHble [e)OpMUPOBaHHbIE YLLHbIE PaKOBWHbI C MpeaypuKynspHbIMU
CKNafKamu; 3aepXXka MCUXOMOTOPHOIO PasBUTUA; [eneuns KOpoTKOro
nneya 4 XxpomMocoMbl. MPOrHo3 Ans Xu3HU Heb6MaronpuATHLIN, 006bIYHO fAe-
TU YMMPAIOT B CPOK A0 1 rofa, onucaHbl eMHUYHbIE 6O/bHbIE B BO3pacTe
20 ner.

CvHApOM YacTu4HON moHocomun 13q - (cuHgpom Opbenu, xpo-
MOCOMbI 130- CMHAPOM) BCTPEYAETCS Tak e, Kak U NpefblayLunii, ¢ vac-
ToTo/ 1: 100000 (onucaHo 6onee 100 cnyyae). K MUHUManbHBIM AnarHo-
CTUYECKUM MpU3HaKaM OTHOCATCA: MUKpoLedanus; TpuroHouedanus;
LUMPOKas CMUMHKA HOCa; BbICTYNAKOLLAA BEPXHASA YeMOCTb; MT03; MUKPOOX-
Ta/IbM; K0N060Ma; peTrHobnacToma; runonnasvs 1 nanbua KUCTY; feneums
[/MHHOTO nneva 13 XxpoMOCOMbl UM 06pa30BaHne KOMbLEBOW XPOMOCOMbI.
MoxeT HabnofatbCq MO3auLM3M Mo 3TUM Xpomocomam. MpofomKuTenb-
HOCTb XW3HW OMNpefenseTcs, Kak v Npu Apyrux CUHAPOMaXx, CTEMNeHbO Bbl-
PaXKEHHOCTW MOPOKOB Pa3BUTWS BHYTPEHHMX OpraHoB. OnucaHbl Clyyau
3a60/1eBaHVA CO CTEPTOI CUMMTOMATUKON Y nu, B Bo3pacTe 40 neT.

CuHApoM MOHOocOMMUK 18p - (XpomocoMbl 18p- CUHAPOM, CUHAPOM
JeneLnn KopoTKoro nneya 18- XpoMOCOMbI) BCTPeYaeTcs C yactoTor 1
60000, valLe CcBsA3aH C HaMYMEM Aeneln y OLHOro K3 poguTenein. BeTpe-
4aloTCA MO3auyHble BapuaHTbl CMHAPOMA. MWHUMAaNbHbIE AMarHoCcTuWYe-
CKVe Npu3Haky', yMCTBEHHas OTCTaNIOCTb; 3afepXXKa pocTa; MTo3 WUan anu-
KaHT; KpynHble fethOPMUPOBaHHbIE YLUIHbIE PAKOBUHBI; CKEeNeTHble aHOMa-
NAV; Kapuvec; feneums KOpoTKOro nneva 18-it xpomocombl. AudhepeHum-
aNbHasl 4MarHoctTuka rpoBOAMTCA C XPOMOCOMbI 180- CMHAPOMOM, U30-
XPOMOCOMbI 18p cvHAPOMOM. [pOAO/MHKUTENBHOCTb XU3HW OMNpesenseTcs
CTemMeHbI0 BbIPaXXEHHOCTM MO3rOBOW NaToNorMm, Npy He3HaUUTETbHOM Mo-
paXkeHUM MO3ra onmncaHbl ciyvan SOCTUXKeHUS 60/bHbIMU 60-NETHEro BO3-
pacta.

CUHAPOM «KOLIAYbero rnasa» WaM 4acTUYHOM TPUCOMUM XPOMOCO-
Mbl 22 OTHOCUTCS K 0COBOI rpynne 3abofieBaHWA - MEHAENMPYOLLMM
CUHAPOMAM MHOXECTBEHHbIX BPOXJEHHbIX MOPOKOB PasBUTUSA, XapakTe-
PU3YIOLLMXCA MUKPOCTPYKTYPHBIMU 1 CYOMUKPOCKOMUYECKUMU  aHOMa-
NNAMU XPOMOCOM. Ha HacToslLee BpeMsi onvcaHo OKono 20 TakuxX CUH-
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JPOMOB, 13 HUX 20 C/lyyaeB CUHAPOMA «KOLUAYLErO F/iasa». XapakTepusy-
eTcsl ABYMsl BedyLUMMM MpKU3HaKaMi: BepTUKabHOW KOMOGOMOIA a3, uTo
HaNMoMMHAeT rnasa KOLKM, M aTpesvieil aHyca. BO3MOXHbI W apyrie fo-
MONHUTENbHbIE NMOPOKU PasBUTUS.

CUWHAPOMbI MNPV MOPaXKeHUN NOMOBbIX XPOMOCOM

XpPOMOCOMHbIE CUHAPOMbI MNP MOPaKEHUM MOMOBbLIX XPOMOCOM (FOHO-

COMHbIE CYHAPOMbI) NMOAPA3AENAtOTCA Ha CUHAPOMbI C MYXXCKMM U XKeH-
CKUM (DeHOTUMNOM.

CUWHAPOMbBI C MY>XXCKVM (heHOTUMOM
Monncommsa no X-xpoMOCOMe(Q96)

CVHOHMMBI: cHApoM KnaiiHgensTepa, XpoMocoMbl XXY CUHAPOM.

VcTopusa onucanns. Bnepsble onucaH B 1942 r. H. Klinefelter ¢ co-
aBT., B MOCMeAYIoLLEeM B rpynny Mof HassaHueM cvHApoM KnaliHhensTepa
6bIfI BKKOYUEHb! U Apyrue BapuaHTbl NOAUCOMUM.

PacnpocTpaHeHHOCTb. MonynaumoHHas YactoTa y MaibyuKoB CO-
cTtasnseT 1: 500-700.

Tuonorua. Ha knaccuyeckuii BapuaHT XpoMmocoMbl XXY (47
XXY) cuHgpoma npuxogutca 80% Bcex cnyyaes, ocTanbHble 20% BK/IHO-
YaroT:

e 48 XXXY - BCTpevaeTcs KpaiiHe peaKo;

* MO3an4Hble BapuaHTbl 46 XY / 47 XXY; 45 XO / 46 XY [ 47 XXY; 46
XY 46 XX [ 47 XXY;

e cuHApoM 49 XXXXY (4acTtoTa 1: 25000);

e [OWUCTEHUTa/IbHBIA HaHU3M (OXXVPEHME, YMCTBEHHAA OTCTa/10CTb, FMMOro-
Haanam), 00YCNOBMEHHbIA MapalueHTPUYECKON MUKpOAeneumeii B cer-
meHTe 15qll;

o CUMHAPOM 46 XX (MY>XUMHbI C XXEHCKUM KapuoTUNom), cpeau KOToporo
BbILENAT TPW BapuaHTa, MUMEIOLWMX OLUHAKOBYKO CUMNTOMATUKY (ru-
HeKkoMacTwusi, aTpotnsa TecTukyn, becnnogue):

1 B pesynbTarte TpaHCNOKaLUM MEXAy rOMOIOMMYHBIMUA YYacTKaMu

X- 1 Y- xpomocoMm reHa SRY, J/IOK&/IM30BAHHOIO B KOPOTKOM
nneye Y-XpOMOCOMbI;

2. B C/lyyae Hepacrno3HaHHOro Mosaunymsma - Kapuotun 46 XX / 46

XY;
3. B C/lyyae reHHol MyTauum reHa SRY - ero nepeHoca Wnm yTparbl,
B pesy/ibTaTe Yero Y-xXpomocoMa OCTaeTcs MyCTou.
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[JunarHocTuyeckne KpuTepum.

1. ®eHoTMNMYecKne NpU3HaKn. K MUHUMabHBIM AYarHOCTUYECKUM
Mpu3HakaMm OTHOCATCA FUMOreHWTann3M, FUnoroHagusam, 6ecniogue.
BcnencTBme  HapylUeHWs  aHApOreHO-3CTPOreHHoro 6anaHca 60/bHble
MMEIOT BbICOKUIA POCT, eBHYXOMAHbIE Mponopumu Tena (y3kue nneyu, Lwu-
POKUI Ta3), CKYAHOE OBOJIOCEHME WM OBOJIOCEHME MO XXEHCKOMY TuMy.
MoryT TaKkxe HabnoaaTbea bpaxmuedanis, HA3KWIA poCcT BONOC Ha 3aTblfl-
Ke, HebosbLLas fethopmaLms YILIHbIX PAaKOBUH, CKOMO3, KNMHOAAKTUAMA V
nanbLa.

2. HepBHo-ncuxumyeckas cgepa. Y 15-20% naumeHToB 06HapyXuBa-
€TCS YMEepPEHHOe CHWKeHue WHTennekTa. Cpefn HUX ualle BCTpeyaroTcs
NIOAY, CK/IOHHBIE K FOMOCEKCYanu3My, ankoronnsmy. B HeBpoOnormyeckom
cTaTyce BO3MOXHbI KOOPAMHALMOHHbIE HapyLLEHUs, TPEMOP, CY0pOru.

3. YpoBeHb roHaf0TPONMHOB B MOYe, MpuW 1abopaTopHOM ee uccre-
[0BaHMK, 6bIBAET MOBbLILUEHHbIM WM B NpeAenax Hopmbl. VccnefosaHue
IKYNATa BbISBNAET pasHble BapuaHTbl a30CrepMuM WKW OIUFOCTIEPMUN.
OKoHuaTeNbHOE peLleHre BoNpoca OnpeaenseTca pesynbTaTtamu LUToso-
rMYecKoro UccnefoBaHus.

JudchepeHupansHas guarHocTUKa NPoBOAUTCS C KaH(ebTepono-
[0O6GHBIMU (heHOTMNaMK: cuHAPOMOM KanbMaHa (r1noroHagnsm, aHocMus,
CHV)KEHWE YPOBHS FOHaJ0TPOMMHOB B MOYE) 1 CMHAPOMOM PeideHLuTeiHa
(rvnoroHagmsmM, rMHeKOMacTus, T1Nocnagus, BbICOKUIA YPOBEHb TOHALO-
TPOMMWHOB B MOYE) C HOPMa/IbHbIM KapnuoTunom - 46 XY,

TeueHne 3aboneBaHus 61aronpuUsATHOE, NPOAOMKUTENBHOCTD XU3HU
CYLLECTBEHHO He MEHSIETCS.

Neuenve. ToNbITKY NeYeHNs TaKMX 60/bHBIX MOM0BLIMY FOPMOHaMM
ahekTa He npuHecnn. B psge cnyyaeB TpebyeTcs NcMxoTepaneBTUYeCKas
KOPPEKLMS CYMPY>XECKON Napbl Mo NpuYuHe Gecniogus cynpyra.

MeaMKO-reHe TUYECKOe KOHCYIbTUPOBaHWE CYMpPY)XecKoli napbl no-
KazaHo npu poxaeHWn pebeHka ¢ cuHapoMom KnaitHgenbTepa ans yTou-
HEHUS reHe3a MOCNEAHEro W NPOrHo3vpoBaHus OyAayllero NOTOMCTBa, a
TaKXXe CYMNpYy>ecknx nap B ciyyae nepBuYHOro 6ecnioams.

Monncemus no Y-xpomocome (Q98)

CWVHOHWMBI: AUCOMUK MO Y -XPOMOCOME

WMcTopua onucanma. Kapuotun 47 XYY onucbiBanca Uy heHoTu-
MUYECKM 3L0POBLIX MY>XUUH, U Y MYXUVH C TMMOroHagM3mMoM, KpunTop-
XW3MOM, YMCTBEHHOI OTCTafIOCTbIO U Pa3BUTON MycKynaTypoid. CumntaeT-
cs, UTO 3Ta XPOMOCOMHAs aHOMa/us Yallle 06Hapy>XMBaeTCs y arpeccms-
HbIX MYXXUVH, NPECTYNHWKOB-PELeVBUCTOB.

PacnpocTpaHeHHOCTb KOPpenupyeT C LMUTOreHeTUYeCKUMM Bapu-
aHTamMK 3aboseBaHm.
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JTuonorvs. Ha HacTosiee Bpems BblaeNeHbl CneaytoLme BapyaHTbl
CUHApOMa:

e 47, XYY - vactoTta 1: 1000;
e 48, XXYY - yactoTta 1 25000;
* 49, XYYYY - vactoTta 1: 250000.

[JuarHocTuyeckme KpuTepUn B HEKOTOPOI CTEMEHU OMpesenstoTcs
M3/IMLWHAM YACOM Y -XPOMOCOM U XapaKTepu3ytoTCsi BbICOKUM POCTOM,
OJMHHBIMW pyKamu, AMHHBIMK BePETEHO06pasHbIMM ManbLaMu, npesau-
pOBaHWEM J/IMLEBOA YacTW CKefneTa Haf MO3roBoi. MoryT BbISBATHCA
MPU3HaKM YMCTBEHHOI OTCTaNoCTW, 3MOLMOHANBHOM HecTabuibHOCTK, ar-
peccuBHOCTW. OKOHYATENbHbIA AMarHo3 AOMKeH 6biThb NOATBEP>KAEH
MeTO4aMu LN TONOMMYECKOA AnarHoC TUKM.

JudbdbepeHupanbHas gMarHoCTUKa MHOTAA MOXET MPOBOAUTLCA C
rOPMOHa/IbHOI NaToNorueii, CONPOBOXAAOLLENCS aKpoOMeranmnei.

TeueHue 6}'IaFOI'IpVIF|THOG He BAvdlollee Ha Npoao/HKNTE/IbHOCTb
XXN3HW.

JleyeHne CUMMNTOMATUYECKOE.
MefunKo-reHe TYeCKoe KOHCY/NbTUpoBaHue 6bIBaET MOKa3aHHbIM
Ana peweHna AnarHoCTn4YecKnx BOrnpocoB.

CUHAPOMbI C YKEHCKUM (hEHOTUMOM
MoHocomus no X-xpomocome (Q97)

CUWHOHWUMBI: cuHapom LllepelueBckoro - TepHepa, XO-CMHAPOM,
XPOMOCOMbI X MOHOCOMMW CUHLPOM.

VicTopusa onucaHusi. 3abonesaHne Brepsble onucaHo B 1925 1. H.A.
LLIepeweBcknm, a 3ateM B 1938 r. - TepHepom. B 1959 r. K. ®opg ycTa-
HOBW/1, YTO Y 3TUX 6O/bHBIX TOMbKO OfHA X-XPOMOCOMA W KapuvoTun ux
onucbiBaeTcs gopmynoi 45, 0X.

PacnpocTpaHeHHOCTb. lMonynauMoHHas YacToTa OLEHMBAETCS Kak
1: 5000, yacToTa CMHAPOMA Cpefy HOBOPOXAEHHbIX LEBOYEK COCTaB/IsSeT
1: 1430.

JTvonorus. B HacTosllee BpeMs MOMUMO KNacCUYecKol (opMbl
MOHOCOMMWU, LMUTONOrMYecku onucaHHoi K. ®opaom, BbIAenatoT Lenblid
psAg APYTrUX BapuaHTOB:

e 45, X0 - «Knaccuyeckuii BapuaHT» CoCTaBnseT 55% BCex Cy4aes;

* mo3auku: 45, X0 / 46, XX; 45, X0 / 47, XXX; 45, X0 / 46, XX / 47,
XXX - BcTpevatotca B 10% cnyyaes;

45, X0 iso (X) - B 20% cnyyaes;

* 45, X0 del (X) - 5%;

* 45, X0 r(X) - 5%;

69



e NpuUMepHo 5% cnyyaeB NPUXOAUTCA Ha Apyrue BapuaHTbl: 46, XY; 46,
XO/ XY; 46, XO/ XYY. O6bI4HO B 3TWX CAyyasx MMeeT mecTa noteps
reHa SRY, /10Ka/IM30BaHHOTO B Y-XPOMOCOME.

[JvnarHocTunueckve Kputepum.

1. deHoTUNNYECKME MPU3HAKN. K MUHUMa/IbHBIM AMarHOCTUYECKUM
npr3HaKkam OTHOCST OTEK KWCTeld M CTOM; KOXHble CKNagku Ha wee (56%);
HU3KWI pocT (98%); MIOXYH BbIPAXEHHOCTb BTOPUYHbLIX MOMOBLIX NpU-
3HaKoB (94%); nepsBuUUYHYO0 ameHopeto, 6ecrnnogue (96-99%). Momumo OT-
MEUEHHbIX W3MEeHEeHWUM, Y 60/MbHbIX MOFYT UMeTb MECTO KOPOTKas Lues,
3MUKaHT, TMNOMasusa WM rmnoTpotins HOrTeBbIX MAACTUHOK. K 06Hapy-
XMBaeMbIM AeteKTaM BHYTPEHHUX OPraHoB OTHOCATCA: KoapTauus aopTbl
N aethekT MeXOKenyA04KOBOM MEperopogkm, runepteHsns (27%); aHoma-
NNV MOYEBO cucTembl (37%).

2. HepBHo-ncuxunyeckmii ctatyc. MpumepHo y 16% 60/bHbIX € NON-
HON MOHOCOMMel X 06GHAapYXXMBAETCS UHTENNEKTYaNbHOE CHUWXeHWe. B
KayecTBe MOPOKOB Pa3BUTUA MOTYT MMETb MECTO CHVDKEHME 3PEHVS, CyXa.
B npouecce B3pOCNEHNUS BO3MOXHbI Pa3/MyHble BapuaHTbl IMYHOCTHOM
fethopmanym, 06ycnoBNEHHON BTOPWYHON HEBPOTM3aLMei Ha noyse (e-
MWHHOIO KOCMETUYECKOIO HECOOTBETCTBUS.

3. T'epmacpoaUT3M MOXET ABNATLCA OLHUM U3 (PEHOTUMUYECKUX
MPOSB/IEHWIA JaHHOW FpynMbl XPOMOCOMHON natonoruu. BbigensoT wmc-
TUHHBIV repmMagpoanTU3M U nceBgorepMatpoanTu3mM. LiMToreHeTuyeckm
UCTWHHOMY repMadpoauTuU3My COOTBETCTBYIOT KapuoTunbl 46, XX
(50%), 46, XY (20%), mozamumsm XO / XY; XX / XY. B aToMm cnyuae
MMEIOTCS KaK MY>XKCKVE, TaK W XEHCKVe reHuTaiMn. Hapy>KHble MosioBble
opraHbl 6onblle MyxXckue (Ha 70-80%). BHyTpeHHMe MOMOBblE OpraHbl
npeAcTasfieHbl NepCcecTUPYHOLMMI MIONIEPOBLIMU 1 BOSIb(OBLIMK NPOTO-
KaMy, HOPMa/lbHbIMW WU HeLopasBUTbIMK anionveBbiMy Tpybamn. B
ny6epTate, 13-3a 6051ee 6LICTPOrO CO3PEBaHUS ANYHUKOB, Y GO/MbHLIX yBe-
JINYNBAKOTCA MOJIOYHbBIE Xefe3bl, MOTYT MOABMATLCA MEHCTpYyauuu. 3ateM,
Mo Mepe CO3peBaHWA TECTWUKY/, HapacTaeT MAaCKynMHW3aums. JIo>KHOMY
repmMacdpoanTU3My COOTBETCTBYIOT XPOMOCOMHast aHomanus 45, XO / 46,
XY nnm reHHas mytaums 46, XX / 46, XY Hacnegyemas no ayTOCOMHO-
peLieccuBHOMyY Tuny. BblgenstoT 3 hopMbl MYXXCKOro ncesorepmagpoam-
TU3Ma:

* aHApOWAHAsA - HapyXHble MOo/0Bble OpPraHbl M0 MY>XCKOMY TUMY, HO eCTb
W YKEHCKMUE,;

* EBHYXOWZHAA - Hapy>Hble MOJIOBblE OpraHbl He ONpesensatoTCa U He-
[10pasBuThI, KIMHWYECKME NPU3HaKM cuHApoMa KnaliHhenbTepa;

e TEpHEepPOBCKas - HapyXHble MO/oBble OpraHbl He OMnpeaenstTcs 1Mbo
MPUCYTCTBYIOT WM XEHCKME, U MYXCKUE; K/IMHUYECKME MPU3HAKN CUH-
Apoma LLlepeluesckoro - TepHepa.

B cnyyae reHHol myTauum npu kapuoTune 46, XX / 46, XY Bblge-
NAT CUHAPOM TEeCTUKYNAPHOW heMuHuzaummn. ®eHoTUNUYECKN 3TO HOp-
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Ma/lbHas YeHLLMHA, HO ANYHUKW HEe PasBUTbI; HapY>KHble M0J0Bble OpraHbl
MMEIOT XXEHCKMWIA TUM, HO HET MaTKu. B neprog NonoBoro co3pesaHust Mo-
XKET BbISABNATLCA MOMHAsA WU HenosiHas (heMyH13aLma.

4. VIHCTpyMeHTaIbHO-NnabopaTopHas AMarHOCTKa UrpaeT B
Cnyyasx [OOMO/HUTENbHYIO POnb. B psge cnyyaes wvccnepyeTcs ropmo-
HafbHbIA OH. ECNM He NPOBOAWTCS LUTOreHeTUYecKas AuarHoCTMKa, Mo-
ryT BO3HUKHYTb 3aTpyfAHEHUS B MpoBefeHNN AuddepeHUMansHON gnarHo-
CTUKM C PAOM Apyrux coMaTuyeckmx 3abonesaHui, BedyLumX K 6ecnno-
ano.

OundphepeHumancHas guarHocTuka. B nepsyto oyepesb HEOOXOAMMO
MpoBefeHne LMTOreHETUYECKOrO UCCNeA0BaHWUs A4S OnpefenieHns pasHo-
BUHOCTM CamMoro CYHAPOMa, TaK Kak rocriefHee OrnpeaenseT TakTUKy Me-
[LVKO-TEHETUYECKOr0 KOHCY/IbTUPOBAHNA W MPOrHo3vpoBaHus. B cnydae
repmMapoLuTU3Ma MOXET BO3HUKHYTb BONPOC ONpejeneHnst reHeTUYecKo-
ro, a jasee u rpakaaHckoro nona pebeHka. AvgdepeHupansHas guarHo-
CTVKa NMPOBOAUTCA TAKXKE C afpPeHOreHNTarTbHbIM CUHAPOMOM, CUHAPOMOM
HyHaH, au3reHesuein roHag XX tvna.

TeueHve B Lenom 6naronpuaTHoe. OnMcaHa CKNOHHOCTb TakuX Na-
LIMEHTOB KTUpOMAMTaM, caxapHOMy AnabeTy, CoCyanUCTbIM 3a60/1eBaHMAM.

JleyeHune cumnTOMaTMYeCKOe, B psAfde CiydaeB NpuberaroT K ropmo-
Ha/bHOM Tepanuu, HafpaBfeHHON Ha KOPPEKLMIO BTOPUYHBLIX MO/OBbLIX
npr3HakoB. C TOW >Ke LeNblo UCMOMb3YIOTCA XUPYPIrYecKue KoCcMeTuye-
CK1e BMeLLaTenbCTBa.

MeanKO-reHe TUYECKOe KOHCY/bTUPOBAHUE OCYLLECTB/ISAETCH, Kak U
Mpu Apyrnx BapuaHTax XPOMOCOMHOM MaTonornu.

Monncemuns no X-xpomocome (Q97)

CuHgpom Tpunno-X (47, XXX) BcTpeyaeTcs ¢ Yactotoin 1. 770 Ho-
BOPOX/EHHbIX feBoYeK. OH He MMEET TaKOro K/IMHWYECKOTO 3HAYeHUs,
Kak npegbigyLive. CKopee 3TO CBSI3aHO C TEM, YTO SIMLUHUE X-XPOMOCOMbI
HaxoJsATCA B MHAKTVBMPOBAHHOM COCTOsIHME. HepefKo AMarHoCTMKa 3Toro
CYHApPOMA 6blna CyyaiiHO/ NpW peLeHun ApYruxX LIMTOreHETUYECKUX 3a-
[a4y. B neTckoM Bo3pacTe 3TOT CMHAPOM MOXET HUYEM He MpPosBAsAThLCS. B
MOAPOCTKOBOM NepUoAe Y AeBOYEK MOTYT BbiTh HApYLUEHWS! MEHCTPYasib-
HOrO LMK/a, BO3MOXHO WHTENNEKTYa/lbHOe 0TCTaBaHUE. Takue >XEHLLMHBI
MOFYT UMETb HOPMa/lbHOE NMOTOMCTBO. OTMeYeHa onpefeneHHas Koppens-
LMSt MEXAY KOMMYECTBOM JINLLIHMX X-XPOMOCOM U CTEMEHbK VHTEIEKTY-
aNnbHOW HEJOCTAaTOUHOCTM.

NlnTepaTypa

1. bepgpiwes 4., Kpmeopyuko V.. MeguumHcKas reHeTuka. Yueb-
Hoe nocobue ans BY3-0B. - Kues: Bebiwa wkona, 1990. - 336 c.
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2. ApoHnH M.C. OCHOBbl MEAWNUMHCKOW TeHeTUKW. - MH.: "Bbli-
Lakiwan wkona", 1978. - 95 c.

3. 3aday P.I"., Paukosckas WM.B. OCHOBbI 06LLEN 1 MEANLMHCKOI reHe-
TUKW. - MH.: Bblwanwas wkona, 1998. - 254 c.

4. Kosnosa C.W., CemaHoBa E., lemukosa H.C., bnnHHukosa O.E. Ha-
C/eACTBEHHbIE CUHAPOMbI N MEAMKO-TEHETUYECKOE KOHCY/IbTUPOBa-
Hue. - J1.: MeguumHa, 1987. - 320 c.

5. MapuHuesa I'.C., MaBpunoB B.W. YMCTBeHHas OTCTaIOCTb NPY Ha-
CNEeACTBEHHbIX 60ne3HAX. - M.: MeaunumHa, 1988. - 255 c.

6. MyToBMH TI'.P. OCHOBbI KAMHWYECKOA FeHeTUKW. - M.: Bbiclias
wkona, 1997. - 173 c.

HACNEACTBEHHbLIE CNCTEMHbIE JIETEHEPALINN
HEPBHOWV CNCTEMBbI

B MKB X 3Ta rpynna 3aboneBaHuiA OTHeceHa K Knaccy Yl «Bones-
HW HepBHOI cucTembl» (G00-G99) v nNpeacTaBneHa 6noKaMu:;

G10-G13. CuctemHble aTpothun, Mopaxarowme NperMyLLECTBEHHO LiEeH-
TPaNbHY HEPBHYIO CUCTEMY.

G20-G26. SKcTpanupamuiHble v Apyrve aBurate/ibHble HapyLIeHNs.
G30-G32. Opyrve fereHepaTvBHble 60M1€3HN LEHTPasIbHON HEPBHON CUC-
TeMbl.

G60.0. HacneacTBeHHas MOTOpHas M CEHCOpHas HeBponaTus.

Mpn M3N0XeHUN MaTepuana HACTOALEro pasgena mbl Bygem npu-
JepXnBaTbCA KnacCcumKaummy HacneACTBEHHbIX 3a60/eBaHWn U nopaxe-
HWIA HEPBHOW cucTeMbl, NpeanoxeHHol J1.0. bagansHom (1984). Mapan-
NeNbHO AN KaXAoro onucbiBaemMoro 3abosieBaHue yKasaHbl ero MecTo u
wncp B MKB X. /1.0. BagansHu BblaenseT 5 rpynn HapyLUeHWin HepBHOM
CUCTEMbI, KOTOPbIE MOTYT BO3HUKATb Kak MEpBUYHbIE, HEMOCPEACTBEHHO
CBAI3aHHbIE C FEHETUYECKU AEeTEPMUHMPOBAHHLIMU HapyLUeHWAMU O6MeH-
HbIX MPOLECCOB B HEPBHOM CUCTEME, U BTOPUYHbIE, 06YC/OB/IEHHbIE W3Ha-
YaslbHbIMU MOPaKEHUAMMN APYrX opraHos u cuctem. OCHOBHOE BHYMaHue
npy ONMCaHUN OTAENMbHbIX HO30/10MMYECKMX (DOPM YAeNeHO MNepBUYHbLIM
HacneACTBEHHbIM HEBPONOTMYECKUM PACcCTPO/CTBaM C y4YeTOM TOrO, YTO
BTOPMYHAsA HEBPO/IOrMYECKas MaTonorus GyfeT paccMaTpuBaTbes Ha Apy-
rux Kagegpax npu U3yyeHnn cCOOTBETCTBYHOLLMX TPpynn 60/e3Hel.
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Knaccngmkaumsa HacneacTBeHHbIX 60/1€3HEN C NOpaXKEHNEM

HepBHOW cucTembl (J1.0. BagansH, 1984)

I. HacneacTBeHHble CUCTEMHbIE AereHepaL it HEPBHOW CUCTEMI

1

1. H

3aboneBaHMs ¢ NPerMYLLECTBEHHbLIM MOPAKEHNEM MO3XKEUKA U ero
cBs3ein (cemeitHas atakcua Ppupapaiixa, cemeiHas atakcms Mapw,
O/MBOMOHTOLEpPe6ennspHble atpodnn).

CoueTaHHble ereHepaLy MOKEUKOBbLIX MyTeli 1 nepudepuyeckux
HepBoB (6one3Hb Pedicyma, 60ne3Hb Pyccu-SleBun, runepTpodmnde-
CKUIA UHTEPCTUUMANbHBIN HeBpUT dexepunHa-CoTTa)

BonesHn ¢ nperMyLLEeCTBEHHbIM MOPAXKEHWEM 3KCTpanupamugHoin
cuctembl (renatouepedennapHas auctpodms, aedopMupyroLwas Mbl-
LUeYHas AMCTOHKS, Xopesi TeHTUHITOHA, CeMelHbIA 3CCeHLMaNbHbI
Tpemop MuHopa, 601e3Hb MapKMHCOHa).

BonesHn ¢ NpPeMMyLLEeCTBEHHbIM MOPaXKEHMEM MNUPaMUAHBIX NyTei
(cemeiHbIn cnacTuyecknin napanuy LLUTptomnens, 6okoBoi amuno-
TPOMMYECKNIA CKNEepOo3).

acnencTBeHHbIe 60ne3Hn obmeHa BELWECTB, NPOTEKakoLne ¢ nopa-

XXEHNem HepBHOVI CUCTEMBI

1

2.

HacneacTBeHHble HapyLLeHWUs1 06MeHa aMUHOKMCOT ((PEHUKETOHY-
pysi, TUCTUANHEMMS).

HacneacTBeHHble HapylleHWsi obMeHa NMnMAoB (amaBpoTUYECKast
nguotns, 6onesHb HumaHa-Muka, 6onesHb [olwe, neikoaucTpo-
tms).

Mykonunuaossl (HeipoBuCLEpanbHbIA MNngo3, 60n1e3HL [eppw,
(hyKO31403, MaHHO3MA03).

HacneacTBeHHble HapyLueHWsi 06MeHa YrieBOfOB (ranakTo3emMusi,
T/INKOTEHO3bI).

I1l. HacneacTBeHHbIe 60N1E3HN COEAUHUTENBHON TKaHU

1 Mykononucaxapuaosbi.

2. bonesHb MopdhaHa.

3. CuHgpom YepHory6osa-3nepca-[aHnoca.
4. HecoBepLLEHHbIN OCTEOreHes.

IV. ®akomaTo3bl (HelipothmbpomaTos PeknurxayseHa, Ty6epo3Hblii cKie-
po3 bypHeBWnA, aHUe(hanoTpureMuHabHbIV aHrmomartos LUTypre-Bebepa,
aTakcus-TefleaHrMoakTasus, LepebpopeTHanbHbIi aHrmomaros I'vnnens-
JnHpay).
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V. HacnegctBeHHble HEPBHO-MbILLEYHbIE 3aboneBaHus

1. Mporpeccupytowye MbllleyHble AUCTpoduy (MOACHO-KOHEYHOCTHaS
thopma 3pba-PoTa, ncegorunepTpodmyeckas opma JroweHa,
NO34HASA NceBornnepTponyeckas opma bekkepa, AUCTaNbHbIe
(hopmbl, O(hTaslbMOMNErnyeckas MMoONaTus).

2. HeBpanbHble, cnnHanbHble amuoTpodum (BepauHra-Iohmana, Ky-
rensbepra-BenaHgepa, ApaHa-JoweHa, LLlapko-Mapn).

3. B0ne3HN HepBHO-MbILLIEYHOrO CUHanca (MMOTOHUW, MUACTeHMS, Na-
POKCU3Ma/IbHbIE MUOMMIENN).

HacneacTBeHHbIe CUCTEMHbIe ilereHepaL HepBHOIA
CUCTEMbI

3a60/1eBaHNS C NPEMMYLLECTBEHHbLIM MOPaXKEHNEM MOKEUKA U ero
cBsi3eit

CewmeliHas aTakcus dpugpeiixa (G11.1)

3aboneBaHue BrepBble onucaHo dpuapeiixom B 1861 u 1863 IT.
BcTpeyaetca B 2-3 pasa valle Apyrux opM HacneACTBEHHbIX aTakcuii u
cocTasnset 3,5 cnyyaeB Ha 100000 HaceneHus.

Tun HacnefoBaHWA - ayTOCOMHO-peLeccuBHbIA. Ha pybexe 90-x rogos
reH 6onesHn dpugpeiixa (6®) 6bi1 KapTUPOBaH Ha AMHHOM nneye 9-i
Xpomocombl B nokyce 9ql13-g21. B 1996 r. V. Campuzano naeHTUgumum-
poBa/s1 HOBbIA reH X25, MyTauyn B KOTOPOM MPUBOAAT K BO3HUKHOBEHUIO
B®. MyTaumm HOCAT XapakTep 3KCraHCcMu TpuHyKneotuaos GAA-
MOBTOPOB, /IOK&/IM30BaHHbIX B 1 MHTPOHE reHa. B HOpme 4nc/io NMOBTOPOB
coctasnseT 7-22, npn b® - 120-1700.

BcTpeyatoTcs cnopaguyeckume ciydan.

MaTonornyeckas aHaTOMWS WM NaToOreHes. XapakKTepHa nepsuyHas
JereHepaums 3afHWX M GOKOBbIX CTON60B CMHHOrO Mo3ra. epepoxae-
HWe 3afHUX CTON60B 06LIYHO PacrpOCTpaHseTca A0 MX fep B NPOAOAro-
BATOM MO3re. B 60KOBbIX CTOM6aX MepepoXaaloTcs nupamugHble U Mo3-
XeukoBble NyTW. [ereHepaumns feTepMUHMPOBaHa HacnedyembiM M3MeHe-
HMeM reHa X25 Kogupyrowero 6enok «paTakCuH», KOTOPbI ABNSETCS
K/IH0YeBbIM GENKOM, perynnpyrowmmM MATOXOHAPUANbHBIA TPaHCNOPT Xe-
Ne3a. HapylueHne ero CTPYKTYpbl BfIEYET OKUCIUTENbHOE MOBPEXaeHue
MUTOXOHAPWIA U HapyLUEHWE 3HEPTeTUYECKOro 06ecneyeHns KNeTok.

Hauvano 3aboneBaHus COOTHOCMTCS C BO3pacToM 4-20 neT, Havubonee
yacTto - 6-10 ner.

Kntouesble AnarHoCTHNYecK/e NpU3HaKK:
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1. Mef/ileHHO, Ha MPOTSHXKEHUM HECKOMbKUX fET, HapacTatolye CuM-
NTOMbI aTakcun. ATakCUs HOCUT CMeLLaHHbIN xapakTep. Y 50% na-
LIMEHTOB MMEET MECTO CHIVDKEHME Fly60KON YyBCTBUTENLHOCTH, YTO
[OMNOSHSAET MOKEUKOBYHO aTaKCUIO 3/1EMEHTaMN CEHCUTUBHOIA.

2. CeMeliHbliA XxapaKTep HapyLUeHWs C peLeccUMBHbIM TUMNOM Hacneso-
BaHWA.

3. Bo3mMOXHa nupamygHas CUMNTOMAaTMKA: NaToNornyeckme CTOMHble
pechnekcobl BabuHekoro, Pocconmmo, OneHreiiM. MblLLeYHbIA TOHYC
yale MOHWXEH, OAHAKO FMMOTOHUS MOXET CMEHSATbCSA TUMEPTOHY-
COM.

4. PeHOTUNUYECKME 3HAKUN BbIPXKAKOTCA B UCKPUBNEHWUMN MO3BOHOYHU-
Ka, fJetopmauusax cton. CKonvo3 v KUGocKonno3 Habnogatorcs
KaK Yy 60/bHbIX, TaK U Yy WX POACTBEHHUKOB. W3MeHeHUs CTOMbl
(PpuapeiixoBcKas CTOMA) NPOSBAAIOTCA €€ YKOPOUEHWEM W pacLum-
PEHVEM, BbICOKMM CBOZOM W Yrny6neHWeM C NOAOLLBEHHON CTOPO-
Hbl. BOMbLLO Nanew, pasorHyT B OCHOBHOW (hanaHre, COrHyT Hapsay
C ApYrvMun NasbLaMmn B OCTa/IbHbIX (hasiaHrax.

5. YcnoxHeHHble (hopMbl [OMO/HATCA aTpogmeil 3puTebHBIX Hep-
BOB, MUIMEHTHbIM PETUHUTOM, BPOXAEHHOW KaTapaKTon, BPOXAeH-
HbIMX NOpOKaMu cepaua, SHAOKPUHHLIMW PacCTPOMCTBAMU, CHUXE-
HUEM WHTe//eKTa.

6. OTCcyTCTBME NPU3HAKOB APYrvX 3ab0/eBaHWi, BbI3bIBAOLLMX aTak-
cuio.

* Cneunpuuecknx WHCTPYMeHTaNbHO-1abopaTopHbIX KpUTepueB
HeT.

JudpchepeHupansHas guarHocTuka MNpoBOAMTCA C ApYrMU hopMaMu
HacneACTBEHHbIX aTakCWil, JeTCKUM LepebpasibHbiM NapannmyuoMm, GyHUKy-
NAPHLIM MUENO30M.

TeueHve pnuTenbHoe (30-40 feT), MeAsIeHHO MpPOrpeccupytoLLee,
YXYALIEHUS BO3MOXHbI Ha JOHe AOMOSTHUTENbHOW COMaTMYecKoii naTono-
rMM. YmuparoT 60/bHble OT COMYTCTBYHOLMX 3a60n1eBaHMA. Tpya0cnoco6-
HOCTb OMNpefenseTcs CTeNneHb HEBPOIOMMYECKOro feteKTa.

JleueHvie cMMNTOMATUYECKOE.

CeMmeliHas Mo3yKeukoBasi aTakcus Mbepa Mapy
(GIl.I, G11.2, G11.8, G11.9)

3aboneBaHve Bnepeble onvcaHo B 1893 r. P. Marie. B HacTtosLlee
BPEMS M3BECTHb! 7 PA3HOBUAHOCTEN CXOXMX aTakCWid, MOMyUMBLUMX CBOM
Ha3BaHWA Kak cnuHoLepe6ennsapHble atakcum (CLA) 1-ro - 7-ro Tvnos.

Tvn HacnefoBaHWA - ayTOCOMHO-AOMUHAHTHbLIA. [ns BCex hopm on-
pefeneHa lokanu3aumns NaTtoormMiyeckux reHos.
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MaTonornyeckas aHaToMus W naToreHes. MNpu naTtomopdonoruye-
CKOM UCCNef0BaHNM 06HapY)XXMBAETCA aTpous MOIKEUKA, HUXKHUX O/I1B,
B HEKOTOPbIX C/yyasx - CMMHHOMOKEUKOBbIX myTei. Ans CLA 1,2,3,7
M3BECTEH OMOXMMUYECKMIA feeKT - HapylleHue CuHTe3a 6enka aTakcu-
Ha. KnuHuka CLIA 6 o6ycnoBneHa HapyLLeHVeM (yHKUMM LA NOTeH-
LMan3aBMcMMOro KanbLWeBOro kKaHana. Xapaktep myTtauuu npu Bcex
(hopmMa - 3KcnaHcus TPUMIETOB.

HaunHaeTcs 3aboneBaHust B Bo3pacTe okono 20 feT.

KrtoyeBble AnarHoCTUYeCKe NpU3HaKK:

1. Meg/ieHHO HapacTaroLas MO3KEYKOBAs aTrakcus.

2. CeMeliHblli XapakTep pacCTpoiCcTBa C JOMUHAHTHbLIM TUMOM nepe-

Jaum.

3. JononHAKLWMMU MOTYT OblTb NUPaMUAHbIE CUMMTOMbI, aTrpodms
3pUTENbHLIX HEPBOB, FNa304BUraTesibHble PacCTPONCTBA, CHUDKEHE
WHTE/IeKTa.

4. OTCYTCTBME MPU3HAKOB APYruX PaccTPOMCTB, BbI3bIBAIOLLMX aTak-
cUIo.

* Cneumpuyecknx WHCTPYMEHTabHO-1abopaTopHbIX KpPUTEpPHER
HeT.

OudpdhepeHumanbHas AnarHocTKa aHanorMyHa TakoBo Npu atakeum
dpugpeiixa. Kak »n npu artakcum dpugpeiixa Bo3moxHa JHK-
[MarHocTvka, Nno3eonstoLLas Npy HeobXoAMMOCTM NPOU3BECTU AnddepeH-
LMaNbHYH OMarHoCTUKY TUMOB aTakcuu.

TeueHne nporpeccupyroLLiee, Ha NPoTAXeHUU 5-15 neT HapacTaeT WH-
Te/eKTyanbHas HelOCTaTOMHOCTb, HEBPOIOrMYeCKUI AedekT.

JleyeHve cUMMTOMATMYECKOE.

OnuBonoHToOLepebennspHble gereHepauumn (G23)

pynna 3abonesaHwii onmcaHa Bnepsble B 1900 r. J. Dejerin, A
Thomas, B nocnegytowem (1970) - Konigsmark, Weiner n gp. Ha 0CHOBa-
HUM CXOXECTN KNMHWUYECKMX U NaTOMOP(OI0rMUECKUX NPOSIB/IEHUIA.

MaTonornyeckas aHaTOMWA 1 NaToreHes. Maromopgonornyecku o6-
HapY>XMBAKOTCS [ereHepaTuBHbIE U3MEHEHWS! HEPOHOB KOPbl MO3XKEUKa,
Sep MOCTa, HVDKHUX O/IMB, MOTYT MOpPaXaTbCst KNETKN 6a3a/bHbIX FaHrn-
€B, CMIMHHOrO MO3ra, YTO B/IEYET Pa3BUTUE HEBPOIOTMYECKON CUMMTOMATM-
KW

Tvnbl fereHepavyii:

| TUN - 0/IMBOMOHTOLEPe6ennapHasn aereHepauus MeHgens.
cnefyeTcs Mo ayTOCOMHO-LOMUHAHTHOMY Tuny. lMposiBnsieTcs B BO3pacTe
14-60 neT. Kpome MO3>XeUKOBbIX pacCTPOIACTB, Npu 3TOW hopMe Habnoaa-
IOTCS HapyLLUEHWs1 YyBCTBUTE/IbHOCTY, CMACTUYECKME Mapainyu, rUnepku-
He3bl.
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Il Tun - onuBonoHTouepebennapHaa atpopua duknepa - BUHK-
nepa. Hacnegyetcs no ayToCOMHO-peLieccuBHOMY Tury. [possnsetca B
Bo3pacTe 20-80 neT. XapakTepusyeTcsi CUMNTOMaMM MO3XKEYKOBOI aTak-
CWK, TNaBHbIM 06Pa3oM B KOHEYHOCTAX, CHUXKEHMEM CYXOXWMbHbIX ped-
NekcoB. Mape30B M paccTPONCTB YyBCTBUTENILHOCTU HE ObIBAET.

Il TN - onmBonoHTOLEpebennspHaa aTpodusa ¢ aTpodmein cet-
yaTKu. Hacnegyetcs no ayTOCOMHO-LOMWHAHTHOMY Tuny. HauvHaeTcs B
[ETCKOM 1 tOHOLLECKOM Bo3pacTe. KpoMe MO3XeUKOBbIX pacCTPOMCTB Ha-
6nofaloTcs NMpammaHble napesbl, CerMeHTapHble PaccTpoCTBa MOBEPX-
HOCTHOW YyBCTBUTE/IbHOCTU, CHUXEHMWE 3PEHNS.

Y Tun - onMBonoHTOLEPebennapHan atpogusa LyTa - Xaimake-
pa. Hacnegyetcs no ayToCOMHO-AOMWHAHTHOMY Turny. HaumHaeTcs B BO3-
pacte 17-30 net. XapakTepHbl MO3)KEUKOBas aTakCus, HUDKHAA CracTuye-
cKasd napannerusi, 6ynbbapHble PacCTPOCTBa, HapyLLEHUS TNyGOKOl YyB-
CTBUTE/IbHOCTW.

V Tvn - 0NnBONOHTOLepebennspHasa gereHepaumsa ¢ feMeHUmen,
othTanbmonneruneid, akcTpanupammaHbiMn HapyLeHnsmu. Hacnegyet-
€A M0 ayTOCOMHO-JOMUHaHTHOMY TuUNy. HaunHaeTca B Bo3pacTe 7-45 ner.
XapaKTepHbl NPOrpeccupytoLliee CHUKEHWE WHTE//IEKTa, HapyXHas og-
Ta/IbMOMN/Erns, NAPKUHCOHONOAO6HbIA CUHAPOM.

[JnarHocTuueckne nabopaTtopHble MapKepbl OTCYTCTBYIOT, NOATBEP-
XAEHVEM MOXET SABUTbCS aTpodus MOIKeUKa, CTBOMIA MO3ra, BbisiBNSEMble
Npy MarHUTHO-S4EPHON MW KOMMbIOTEPHOV TOMOTpathum.

JudpchepeHupansHas guarHocTUKa NPOBOAUTCS C APYTUMU HAcneacT-
BEHHbIMW aTaKCMAMM, PaCCefHHbIM CK/IepO30M, OMYyXONAMU MO3KEUKa,
CTBOJ1A MO3ra.

TeyeHue nporpeccupytoLLee.

JleyeHve cMMMTOMATUYECKOE.

CoueTaHHble fiereHepaL M MOKeUKOBbIX MyTei u
nepuepuUecKrx HepBoOB

BonesHb Pedpcyma (G60.1)

ATaKcusa nonvHeBpuUTUYeCKas onmcaHa B 1946 r. S. Refsum, BcBsisn ¢
yem 3ab0seBaHVe HOCUT MMS aBTopa. B HacTosulee Bpemsi B MKB X 60-
ne3Hb Pedicyma BKOYeHa B rpynny «HacneAcTBeHHbIE Y ManMonaTuyeckmne
HeBponaTUm».

Tun HacnefoBaHWa - ayTOCOMHO-PELECCUBHbINA. [aTonornyeckuii reH
KapTMpoBaH Ha KOPOTKOM neyve 10 xpomocombl (FOp).

3Tuonorus, naToreHes. MpuUMHON ABNAETCH FeHEeTUYECKUIA AedeKT
CuHTe3a hepmeHTa (hnTaHomn-KoA-rngpokcunasel, 06ecrnevmBaroLiero
npespaLLeHne (hMTaHoBOM KUCNOThI, COAEPXKALLEACS B pacTUTENbHOM MK-
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Le, B a- rMApOKCMQUTAaHOBYIO, YTO BEET K HAKOMMEHU0 (IUTaHOBOMW Ku-
CNOTbI B TKAHAX HEPBHOM CUCTEMbI. XapakTep MyTauuu - Aeneums, Touey-
Has MyTauus. [OnofHWUTENbHYKO NATOreHeTUYeCKYl0 POb UrpatoT ayTo-
VMMYHHbIEe peakLm1, BO3HUKAOLLME B OTBET Ha rMbeb HEPBHOM TKaHW.

MaTanaTomusA. Mpy NaTOrMCTONOrMYeCKOM WUCCNEfoBaHUM OOHapy-
XMBaETCA UHTEPCTULMAIbHAS TMMepTPOdMUecKas HEBPOMATHS C XKUPOBOW
[ereHepauyeli nepntepuyeckUX HepBOB, AereHepauysi B NepefHNX porax
CMUHHOrO0 MO3ra, 3afHWX KaHaTUKax, ONMBOMOHTOLEPeGeNnnspHoi cucTe-
Me, NOAKOPKOBbIX y3Max. XKUpoBble OTI0XEHNS UMEOTCA B MO3rOBbIX 060-
NOYKaX, CETYaTKe, 3PUTENbHBIX U CIYXOBbIX HepBax. Bo3moXHa XumpoBas
[ereHepaums rneyeHu, novek.

HaunHaeTcs 3a60neBaHWe B [ETCKOM WM FOHOLLIECKOM BO3pacTe.

KntoueBble AMarHoCTUYECKMNE NPU3HAKK:

1. 3aTsHKHOM, Yalle MeA/ileHHO HapacTatoLMil rMnepTpodUYecKnin no-
NVHEBPUT UM NOMNPaAMKYNOHEBPUT C MOBbILEHHLIM COAEPXKAHU-
em 6enka B mkeope (4o 6 r/n), LOMOMHAIOWMIACA C TeYeHUEM Bpe-
MEHN MO3KEUKOBO-CEHCUTUBHON aTakCWel, CHYDKEHUEM OCTPOThI
3peHusl, MOSIBIEHNEM HOYHOM CNEnoTbl, CY>KEHUEM MOfeid 3peHus.
MOXET NosBAATLCA HUCTArM, O(TaNIbMONNJIErns, CHDKEHUE CyXa U
06OHAHYS.

2. YacTnyHas atpotmsi AMCKOB 3pUTENIbHOrO HEpBa C OT/IOXKEHUEM N~
NUA0B B BUAE NATHBILEK U 3ePHbILLEK Ha [Na3HOM AHe - CUMMNTOM
"'conm ¢ nepuem".

3. MoBbILLEHVEe coaepXXaHus (IMTAaHOBOI KUCNOThI B CHIBOPOTKE KpO-
Bu go 0,1-0,5 r/n (Hopma - 0,002 r/n) n Moue, BbiSIBNSEMbIE METO-
[lOM ra3oBO XpoMoTOrpaguu.

4. CeMeliHblil XapaKTep pacCcTpPOICTBa.

JudpdbepeHumanbHas gmarHocTUKa MPOBOAMTCH € UH(EKLMOHHO-as1-
NePruyecKMM NOAMpPagnKyIoOHEBPUTOM, 6onesHbio Ppuapaiixa, HeBpasib-
Hol amoTpodmeii Lllapko-Mapu-TyTa, runepTpoMuecKUM UHTEPCTULIM-
anbHbIM HeBpuTOM [lexxepuHa-CoTTa, OCTPOI nepemexatoLeiics noptu-
pvein. BosmoxHa JHK-anarHocTuka.

TeueHve mMefNeHHO MPOrpeccUpyHoLLee, MOXET NPOsABAATLCA 060CTpe-
HUAMU U pemmuccnamu. O60CTPeHNs 06bIYHO CBS3aHbl C MOBbILLIEHUE CO-
[epXXaHns 3efleHn B NuLLe.

JeyeHue. MepBoCTENEHHOE 3HAYEHWE UMEET Ha3HaYeHVe ANeTbl C uc-
K/TIOYEHMEM 3eN1eHbIX (PPYKTOB M OBOLLEl (3eneHble copTa 670K, rpyL,
LL|aBenb, canart, iyK, orypubl v T.4.). PeKOMeHAyeTca nuLa ¢ orpaHnyeHmn-
€M XXMPOoB, 6oratas MONOYHbIMM NPoJyKTamMu. HazHavatoTCs NMNOTPOMNHbIE
npenapatbl - MeTUOHUH, NUNamug. MNpUMeHsIOT CPeacTBa, CTUMY/IMPYHO-
e OBMeHHble MpOLEecCbl B HEpPBHOW cucTeMme: LepebponnsuH., AT,
anos, petabonun, nonMBMTaMuHbl. Bo BpeMs 060CTpeHWin LienecoobpasHsl
KOPTMKOCTEPOUAHbIE, MNPOTMBOBOCMANMUTE/bHbIE MNpenapatbl: NpegHU30-
NOH, UHAOMeTalUunH, 6pydeH, acnupuH. MNpy BbICOKOM cofiepXkaHnm huta-
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HOBOI KWCMOTbI B KPOBU Y/YULLIEHWS| MOXHO A0OCTUYb nnasModhepes3om. U3
(hn3noTepaneBTUYECKMX NpoLeayp Npu 60M1eBbIX CUHAPOMAaX Ha3Ha4atoTCs
OAOT, ranbBaHM3auns wnyM anekTpogopes HOBOKamHa. BHe ob6ocTpeHus -
Nerkas u3KynbTypa, Maccax, Tennosble NpoLesypbl.

Bone3HN ¢ NpeMMyLLEeCTBEHHbIM MOPaXXEHNEM 3KCTPanMpaMmungHoi
cuctembl (G10 - G13, G20 - G26)

Xopesi FeHTuHrToHa (G10)

B KauecTBe camMOCTOATENbHOW (DOpMbl 3ab0/1eBaHUe onucaHo B 1872
G. Hentington. Mo gaHHbIM BO3 yacToTa ero BCTPe4YaeMoCcTW COCTaBnseT
2,2-6,7 cnyyaes Ha 100000 HaceneHus.

Tvn HacnefoBaHWA —ayTOCOMHO-AOMUHAHTHBIWA. [1aToNnornyeckuin reH
NIOKaNM30BaH Ha KOPOTKOM Mieve 4 Xxpomocombl (4p16.3). Xapaktep mMyTa-
LMW - 3KCnaHcusa TPUNJIETOB.

MaTaHaToMWs M naToreHes. Mopdonornyeckue MccnefoBaHus Bbl-
ABNSIOT LereHepaTBHbIE M3MEHEHUS B K/IETKaX NosiocaToro Tena, 61egHo-
ro wapa, B T06HO-BMCOYHON Kope. [loKa3aHo, YTO MyTauus BbI3bIBaeT He-
CTabWNbHbIA LUTO3MH-afeHNH-TyaHUH (CAG) - TPUHYKNEOTUAHbIA No-
BTOpP. 3TOT MOBTOP BbI3blBaeT M30LITOYHOE BBEAEHME FNyTamuHa B 6enok
1 (hOpMMPOBaHUIO HepacTBOPUMBIX GefKOBbLIX arperatoB. B mosre 60/b-
HbIX OBHapy>KeHO 60/bLUOE CcofepXaHWe NpOTenHa, Ha3BaHHOro reH-
TWHI TUHOM, C KOTOPbIM CBA3bIBAETCA HapyLUEeHNe MeanaTopHoro, B nep-

BYIO ouepe/b A0(haMUH-aLEeTUIXONIMHOBOTO, 06MeHa B MOAKOPKOBbIX 06pa-
30BaHMSIX.

KntoueBble AMarHoCTUYECKMUE NPU3HAKK:

1. Hasimumne xopeoaTeTOUAHOrO rMnepKMHesa c pacLumpstoLLeiica cum-
NTOMAaTUKOIA.

2. MNosiBneHne 1 HapacTaHve MPU3HAKOB CNaboyMus - XOpemyeckoi
JeMeHLMN.

3. YKa3aHua Ha HacneACTBEHHbI XapakTep pacCcTpoiCcTBa, 4OMUHAHT-
HbIA TUMN Nepegaun.
* Cneumguuecknx MHCTPYMEHTa/IbHO-1abopaToOpHbIX KpUTEpHEB

HeT. Bo3moxxHa AHK - avarHoctumka.

TeueHne. Hanbonee 4acTblli KNAaCCUMYECKUIA XOpPeoaTeTonaHbI Bapu-
aHT pasBuBaeTCs B Bo3pacTe nocne 25 feT, yYepes 5-7 feT 60/bHble CTaHO-
BATCA FNYyBOKMMW VMHBaIAaMW U YMUPAKOT OT CONYTCTBYHOLLEN MaTono-
rn. BblgenstoT peaKyto FOBEHUbHYO aKUHETO-PUrnAHY0 hopmy Y AeTei
N pUrnaHyto popmy y B3pOC/bIX.

OubdepeHupanbHas AuarHocTyKa NpoBoAUTCA € renarouepebpanb-
HOW OUCTPOMENA, TOKCUYECKMMM TUNEPKUHE3aMu, y AeTel - ¢ peBMaTuye-
CKOI1 Xopeeil.
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JleyeHre cMMNTOMATUYECKOE, Ha3HauyaloTCA Npenapathbl, 61OKMpYtO-
wyie AoaMUHIPrUYecKMe CUHanchl (franonepuaon, TpugTasuH, caHo-
nakc nT.4.). B psage cnyyaeB adheKT 0TMeEYaeTCA NpU Ha3HauYeHUN NPoTU-
BOMO/I0XHOM rpynMbl - CTUMYNISITOPOB BbIPAbOTKM fodhamMmHa (HaKOM, CU-
HemeT).

BonesHb MapkuHcoHa (G20)

Bnepsble 3ab6oneBaHne onuncaHo . MapkuHcoHom B 1817 . B 1919
r. K. TpeTbKOB NPOAEMOHCTPUPOBAN NOPaKEHWE YepHOl CyOCcTaHUuu Y
Takux 60MbHbIX. 3a60/1eBaEMOCTb NapKUHCOHM3MOM B EBpone cocTaBnset
1% cpegy HaceneHws fo 60 net, 5-10% B rpynne 60 - 80 neT, cBbiwe 20%
nocne 80 neT u cocTasnseT BenmumHy ot 60 fo 140 cnyyaes Ha 100 000
HaceneHns (Akumosckuii A.®. n gp., 1997).

Tun HacnefoBaHWA A9 OCHOBHbIX CEMEMHbIX POPM - AOMUHAHTHBINA,
0N pefKuX HOBEHWMbHBIX BapUaHTOB - ayTOCOMHO-PELEecCUBHbIA. pu
[JOMUHAHTHbIX (hopMax BblgenstoT BapuaHTbl A (4921-g23) n B (2ql3). B
MepBOM BapuaHTe OOHapyeHa ToueyHas MyTauus B reHe AeTepMUHU-
PYIOLLEM CMHTE3 a-CUHYKNeuHa, BO BTOPOM BapuaHTe XapakTep MyTauuu
1 BMOXUMMNYECKMI feeKT He onpegenieHbl. [py OBEHUIbHOM ayTOCOMHO-
PEeLEeCcCMBHOM MapKWHCOHM3Me Ha [aHHbIi Mepuof BPeMeHW WU3BecTHa
TOMbKO NIOKaNIN3aLMs MyTaHTHOTO reHa - 6g25-q27, xapaktep MyTauum v
BGMOXUMUYECKUIA MapKep He U3BECTHBI.

3Turonorus. NMoMUMO YKasaHHbIX CeMENHbIX Popm (NepBUYHbLINA Mnap-
KMHCOHU3M, 60/1e3Hb MapK1HCOHA) BbiAenseTcs BTOPUYHBINA (CUMNTOMaTH-
YECKWUIA) MapKUHCOHWM3M. BTOPWYHbLIA MApKUHCOHW3M MOXET 6biTb 06Yy-
CNOB/EH BOCNA/IMTENbHBIMY 3a60/1EBAHMAMU FOIOBHOIO MO3ra, aTepockne-
PO30M, MHTOKCUKALUMAMU, NPUEMOM HENPONENTUKOB. MapKMHCOHWYeCKUI
CUMNTOMOKOMM/IEKC HEPEeKO AOMOSHAET KIMHWUYECKUE NPOSBNEHWS Apy-
rMX HacneACTBEHHbIX 3a60/1eBaHWiA: HOBEHWUbHOM (DOpPMbl XOpeu eHTUHr-
TOHa, renaTtouepedpanbHoOi AUCTPOtnK, 0IMBONOHTOLLEPe6GENNISIPHO Aere-
Hepauuu. Mo faHHbIM MOCKOBCKOr0 WHCTUTYTa HEBPOSOruW, cpeay o6-
CNefoBaHHbIX Ha A0/I0 NEPBUYHOrO NapKUHCOHM3Ma npuxogutcs 50,2%
CNy4yaeB, aTepOCKNepoTMUeCcKoro - 34,1%, nocTaHUedpaMTUYecKoro -
10%, ocTanbHble (opMbl - 5,7%.

MaToreHe3s 3a60/1eBaHUsA CBA3bIBAETCS C AereHepaTBHbLIMU MpoLecca-
MU B YepHOIi Cy6CTaHLM, BbI3bIBAIOLLMMU YMEHbLLEHNE BbIPabOTKY fotha-
MVHa W, COOTBETCTBEHHO, Anc6anaHC HeiipomeanaTopHoro obmeHa. Mpu-
[laeTCA 3Ha4YeHVe OTHOCUTENIbHOMY BO3PacTaHUIO XOMMHAPTUYECKONR aKTu-
BaLyu.

B nocnefHve rogpl 66110 [OKA3aHO YTO MPY NapKUHCOHU3ME CHUXE-
HWe fodammHa NPOMCXOAUT B XBOCTATOM siape A0 10% OT HOPMbI, B CKOp-
nyne go 5%, B 6negHom Lwape Ao 12%. HopagpeHanuH cHmkaeTcs o 45,
50, 80% cOOTBETCTBEHHO, CEPOTOHUH - 44, 57, 30%.
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Knaccudmkauma napkuHcoHusma (M. Stacy, J. Jankovic, 1992).

I. BonesHb MapKnHCOHa (NepBUYHbIA MapPKUHCOHW3M).

Il. BTOpUYHbIii NapKnHcoHmam: (G21)

1) nekapCTBEHHBIA;
2) coCyanCTbIiA;
3) TOKCUYECKMIA;
4) meTabonumyecknin (Npyn napatrupeose, renatute, 6onesHn Mouwe);
5) BUPYCHbIi 1 NOCT3HLEeQaNnTUYECKNIA;
6) onyxoneBblii 1 NapaHe061aCTUHECKNIA;
7) nocTTpaBMaTUYecKuii;
8) ruapouetanMyeckuii;
Ill. MHOXecTBeHHas cuCTeMHas fereHepauus:
A. Crnopagmnyeckuii NapKNUHCOHWU3M:
1) HagbAAEPHDBIV NPOrPECCUPYIOLLWIA Napanny;
2) cuHgpom LLas - Opeligpxepa;
3) onuBonoHTOLEpebenspHas aereHepauys;
4) cTpnaHurpanbHas gereHepayus;
5) BAC-NapKUHCOHN3M-aeMeHunsa (cuHapom Nyama);
6) KopTMKoba3aibHas aereHepauus;
7) npu 60ne3HM AnbLreiivepa.
B. VppnTaTvBHbIA NapKUHCOHM3M:
1) npn xopee MeHTUHITOHE;
2) npu 6one3Hu MannepsopgeHa - LUnatua;
3) npu 60ne3HM BunbcoHa (renatouepebpasnbHas gereHepauus);
4) CMHAPOM CEMEMHON MapKUHCOHNYECKOWN AEMEHLWN;
5) NpW CEMENHON KabummKalmm 6as3ansHbIX FraHrInes;
6) Npn HelpoaKaHTOLWHO3E;
7) Npy cNNHO-LEepebennApHO-HUTPanbHOM AereHepaunm;
8) Npu rnyTamaTaernaporeHasHoi HeoCcTaTOUHOCTH.

Kntouesble AMarHOCTUYECKME NPU3HAKK:

1 Hanunume B TeueHue rofa ABYX W3 TPeX OCHOBHbIX CMMTOMOB: Nna-
CTUYecKas pUrMaHOCTb, TMNOKMHE3NS (akuHesus), Tpemop. K BTO-
PUYHBIM CUMNTOMaM, 06bIYHO UMEIOLLMM MeCTO Npu 60/e3Hn, OT-
HOCATCA “LuapKarowas™ noxofka, MackoobpasHoe MU0, MOHOTOH-
Has TUXas pedb, MUKpOrpagus n ap.

2. OHOCTOPOHHee MOSIB/IEHWE 3TUX CUMMTOMOB Ha MepPBbIX 'CTAAMAX

3ab0neBaHus.

. Hanuuve cBegeHunin o ceMeilHOM XapakTepe paccTpoicTBa.

. OTCcyTCTBME MPU3HAKOB ApYrux 3ab60neBaHuii (B TOM UMC/E U UHCT-
PYMEHTa/bHbIX), UMEIOLMX B CBOEW KIIMHUYECKOWN KapTWUHE akuHe-
TO-pUruaHbIe NPOSBAEHNS.

5. Bbicokuin aththekT JODA cogepxalymx npenapatoB (4IMTeNbHO-

CTbt0 He MeHee rofa).

A~ w
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* Cneumpuyecknx WMHCTPYMeHTaNbHO-NabopaTopHbIX KpUTEpUEB
HeT.

OTfeNbHbIMU - aBTOPaMU  OMUCHLIBAKOTCA  pOoXKaTeslbHas, puUrugHas,
aKMHeTUYeCcKas, CMeLlaHHas KIMHUYeckve (OopMbl MapKMHCOHWU3MA, HO
yalle no mepe 3ab60/1eBaHUSA NPOSABAIOTCA BCE CUMNTOMbI 60ne3HU. Bbige-
NAETCH TPU CTENeHW THXKeCTU 3aboneBaHna —1-9, 2-9, 3-.

OudpdpepeHumancHas uarHocTuka NpPoBOAUTCA C NEPeYUC/eHHbIMM
BblLLe 60Me3HAMM.

JNeyenvie. BblgensoT HECKOMbKO rpynn MpenaparoB, HE MEHSHOLLMX
MPOrpeccupoBaHUs 3ab0MeBaHNs, HO YMEHBLUAIOLWNX aKUHETO-PUTUaHbIE
NPOSIBNIEHNS.

1. LleHTpanbHble XONMHOMMTUKN, B10KUpYtoLLme M-X0oMHopeLenTopsl
B LUHC: uwknogon, napkonaH, AWHE3WH, TPOMauuH, HOPaKWH,
ameauH 1 gp. HasHavatoTCs B NOCTENEHHO HapacTatollein fose. Or-
PaHMYeHO NPUMEHEHME Y NMOXWAbIX NHofeR. MNo604HbIN 3dekT Npo-
ABNISIETCA CYyXOCTbO BO PTY, HapyLUeHWeM akkOMOZaLuu, 3anopamu,
MHOT A 3a[1ePXKKO Mouu.

2. MugaHTan (amaHTaguH). lMpenapaT CTUMYNUPYET BbiAeneHue fo-
(hamMMHa U3 MPEecMHanTUYeCKUX OKOH4YaHWi. [MpumeHseTcs B Jo03e
100-300 mr/cyT. KombrHMpyeTcs ¢ XonuHonutukamu, L-AODA.

3. Tpuumknyeckve aHTugenpeccaHTbl (AMUTPUNTUAKH, UMUNpa-
MUH). lMpenapaTbl yMeHbLUAOT 06paTHbIN 3axBaT AohaMuHa 13 cu-
HaNTUYeCKMUX NPOCTPAHCTB U 06/1aJat0T XONMHOMUTUYECKON aKTWB-
HOCTbIO. Ha3HaualoTcs B YMepeHHbIX, MOCTENEHHO HapacTatoLLmX
Jo3ax (umunpamuH go 40 mr/cyT, amuTpunTuamnH 4o 100 mr/cyT.).

4. VHrnéutopbl MoHoammnHookeugassl (MAO). KOmMekc (cenermnuH, L-
[enpeHunn) ABNAETCS CeNeKTUBHbIM UHIMOUTOpoM MAO, MOXET Ha-
3Ha4aTbCs B OTAMUUME OT ApYrux nHrnomutopos MAO B coyeTaHUU C
npenapatamy L-AODA. WmeloTca MpeanosiokeHns, 4to HMeKC
CMOCO6CTBYET 3aMefl/IeHNIO pa3BUTUE NapPKUHCOHM3MA. C 3TUX MOo3u-
LA PEKOMEHAYIOT Ha3HayaTb ero Ha paHHUX cTagusx no 5 mr 2
pasa B CyTKW. Yallle NpUMEHSIOT B KOMOGMHaLMK ¢ npenapatamu L-
JO®A.

5. Mpenapatol, cogepxawme L-AOPA. Jlydwmmy cumtaroTes npena-
paTbl, cogepxatume nomumo L-AODA nHrmbumTopsl gekapbokcuna-
3bl, KOTOpPblE YMEHbLUAKT nepudepryecknin athgekT, yBennmunearoT
KOHLUeHTpaumio L-dopa B nnasme KpoBW. Takumu npenapataMu B-
NAKTCA HAaKOM, CUHeMeT, Magonap. HasHavaloTcs B MeA1IeHHO Ha-
pacTatowmnx [o3ax, CpefHas TepaneBTuyeckasd gosa - 700-1000
Mr/cyT. B HacTosllee BpeMs MMeIOTCA aHanoruyHble npenapatbl
MPONIOHIMPOBaHHOIO AeicTBuA: cuHuMeT CR, Hakom CR, magonap
HBS.

6. AroHMCTbl A0(aMMHOBBLIX peLenTopoB. lcnonb3yetca napnogen
(6pOMKpUNTWH, NEpronng) 1 He3prosMHOBbIE MPOU3BOAHbIE (pO-

w



8.

9.
MporHo3. B cpefHem Yepes 3-6 NeT pas3BMBAETCA PE3UCTEHTHOCTb K

MUHEPON UNU LOCTWHEKC) - NpenapaTbl CrOCOOHbIE HenocpeacT-
BEHHO CTUMY/MPOBaTb 40aMUHOBbIE peLenTopbl. HaunHaloT neve-
Hue ¢ 1,25 Mr nocne y>uHa, cpefHss TepaneBTUYeckas fosa - 30
Mr/CyT. YHUKaNbHbIM aroHUCTOM J0(haMUHOBBIX PeLenToOpoB HOBO-
ro MOKO/EHUs ABAAETCH mpamunekcon (Mupanekc), CenekTUBHO
BO3eicTBytOWMiA Ha [3 peuenTopbl. CuMTaeTcs, YTO Ha PaHHMX
cTagmax 60Me3HU NPUMEHeHVe MUpanekca No3BosseT OTCPOUNTL Ha-
3HaveHune L-dopa npumepHo Ha 36 MmecsueB. Ha nosgHeli ctaguu
npenapar no3sfonset cHU3UTL fo3y JOPA Ha 25%. JSleueHne Mu-
panekcom HauMHaloT € MasibiX 403 C MOCTEMNeHHbIM VX HapalyBaHu-
em go 1,5-4,5 mr/cyT. B Tpn npuema.

VHrméuTopsl Katexon-O-meTuntpaHcgepasbl (COMT-
NHrMomTopbl). deKT peannsyetca yepe3 MHrnbmposaHne COMT,
(hepMeHTa, pacLLennsaloLWLero eBoAoNy B Nnasme, W NojaepXaHuun
TeM caMbIM ee KOHLEeHTpaLmn Ha HeobXoAMMOM YpoBHeE 6onee -
Te/NbHbIA CpPoK. Vcnonb3ytoTes npenapaTbl SHTaKanoH, TOAKAamNoH,
KOTOpble HazHauyatoTca B fo3e 400 mr/cyT. MpuMeHSIOTCA B coueTa-
Hun ¢ L-JOPA cogepxaliymy npenapatamu, Ans MOHOTepanuu He
MPUrOLHbI.

BonbHbIM pekoMeHayeTcs 06a3aTe/bHas nevebHas QPU3KynbTypa,
KypCbl Maccaxa, 06LLeyKpenstoLLas Tepanus.

He f0Ka3aHO MpevMyLLecTBa HeMPOXMPYPrmYecKoro neveHus.

MeIMKaMeHTO3HOI Tepanuu, CONPOBOX/AAIOLLAsCH MOsIB/IEHMEM MOBOYHBIX
3hheKTOoB:

YKeNyAouHbIX - TOLUHOTA, PBOTa, MOTEPs anmeTuTa, CHUKEHNE Mac-
Cbl TENA;

CepAeYHO-COCYAUCTbIX - OpTOCTaTUYeCKas FUNOTOHWS, apUuTMUK,
[Jienpeccuu;

HEBPOONMYECKNX - AMCKUHE3WN, (HeHOMEH BK/OUEHUS-
BbIK/HOYEHNS, DEHOMEH «BECMOKOMHBIX HOM» U TLL.

enaToNeHTUKYyNspHas gereHepauus (6onesHb BunbcoHa - E83.0)

CvmnTomaTtumka AaHHOro 3ab0M1eBaHUs, KaK 1 OMMCaHHbIE BbIlLe, TaK-

)K€ BbI3bIBAETCS MOPAKEHWEM MPEUMYLLECTBEHHO 3KCTPanupamuiHbIX
CTPYKTYpP FO/IOBHOTO MO3ra, OfHAKO MO MaToreHe3sy MOXET ObITb OTHECEHO
K rpynne HacnefCTBEHHbIX 00/e3Hel, CBA3aHHbIX C HapyLUEHWeM MuHe-
panbHOro obmeHa.

B 1CTOpUM €ro M3ydeHUs MOXHO BblAeNMTb TpU aTana. MepBblii aTan

npogomkanca 4o 40-x rogos XX cTonetus u 6bln CBA3aH C YTBEPXKAEHUEM
HO30/10rMYeCKoi CamMoCTOATENbHOCTU 3a60neBaHms. B 1883 r. C.Westphal
onucan faHHoe 3ab0fieBaHMe Nof, Ha3BaHMeM "rceBAocknepos”. B 1912 r.
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S.A.Wilson aHanornyHyto naTonornto OnvcbIBaeT Moj HasBaHWeM " mpo-
rpeccupyrowas  NeHTUKYNApHasa AereHepaums”, ykasblBas Ha COueTaHvie
Npy Heil nopakeHWii neveHn n mosra. B Tom e rogy H.Hall gokasbiBaeT
MAEHTUYHOCTL 06erx (hopM MaTonorMn W npefnaraeT HasBaHve “renaro-
NEHTUKYNAPHas JereHepauns'.

BTopoii aTan cBsisaH ¢ 06HapyXeHWeM Y OOMbHbIX renaToNeHTUKy-
NSIPHOIA fereHepauuein geuymta LepynonnasmmHa (ronyboro 6enka), Bbl-
3blBalOLLEr0 HapylleHne Metabonusma megn (Scheinberg 1., Gitlin D.,
1952; Baem A., Kunkel H., 1952).

TpeTwnin aTan Havanca ¢ 1956 r., korga J.Walshe oTkpbin meabanuHu-
MWHUPYHOLLYHO CNOCOBHOCTL d-neHunuyunnammHa (d-MAM) u npegnoxun
3TOT MpenapaT Ana NevyeHust renatoNeHTUKyNspHol dereHepauny (MF14).
B CCCP 60/1bLUOI BK1a, B U3yyeHWe 3aboneBaHns BHec H.B. KoHoBanos.

Tun HacnegoBaHus - ayTOCOMHO-PELLeCCHBHBIN. PacnpocTpaHeHHOCTb
B MVpe romosmrotHoro Hocutensctea M1 oueHvBaetca B 1 Ha 200000
HaceneHusl, reteposurotHoro - 1 Ha 200. MyTaHTHbIV FeH KapTMpoBaH Ha
AnvMHHOM nneve 13 xpomocombl (13gl4.2—21).

MaToreHe3 n naTaHaTomus. COriacHO NOCNeAVM aHHbIM, MyTaums
B BWAE [eneuuun, BCTaBKM WM TOYEYHOW MyTaumm B reHe, AeTePMUHU-
PYIOLLEM CUHTE3 MefbTpaHcnopTupytowein AT®asbl P-Tuna, nameHset
CTPYKTYPY Y (YHKUMIO MeAbCOAEPXKALLMX NPOTENHOB. K HacTosLLeMyY Bpe-
MEHM B TKaHAX OpraHu3Ma BblfefieHbl 3 Knacca Takux GenkoB: 6enku
HM3Kol - 10000-11000, cpegHeii - 31000-34000, Bbicokoi - 150000 oTHO-
CUTE/bHON MONEKYNAPHOW Maccoil. B mo3re, neyeHun, noykax npeobnaga-
0T GeNKN C HW3KOI MonekynapHoli Maccoi. LiepynonnasmuH (LIM) asns-
€TCSi OCHOBHbIM, MPOYHO CBSA3bIBAIOLLMM Mefb, 6eMKOM, BblpabaTbiBaeTcs B
MeyeHn 1 UMeeT OTHOCUTENIbHYHO MOJeKynsipHyto Maccy 130000. B nnasme
KpPOBY B HOPMe COAEPXXUTCA HEBO/bLLOE KOMYECTBO Mean, CBA3aHHOW He-
MPOYHBLIMU CBA3IMM C a/lbOYMUHAMM 1 amuHOKMcoTaMu, 90-95% meam
MPOYHO cBfA3aHo ¢ L. ExeAHeBHO B opraHusm C NpoAyKTamu MutaHus
noctynaet oT 2,5 o 5 mr mean. 50% ee BcacbIBaeTCA B KPOBb U CBA3bIBA-
eTcs ¢ anbbymmHamm - "npamas” megb. OHa cocTaBnseT 5-10% Bceit ump-
Ky/MpytoLlein B opraHusme megy. "Tpsamas” Mefp TpaHCMOPTUPYeTCs B
TKaHu, fenoHupytowme Meap: 60-90% B neyeHb, ocTajlbHas YacTb B HEPB-
Hble KNeTKW, NOYKM U T.4. 0,5-1 Mr nocTynmBLUEA Mean MAET Ha CUHTES Lie-
pynonnasmMmHa, MefecoAepxalyx epMeHToB - LIUTOXPOMOKCHAA3bI, MO-
HOaMWHOOKCWAA3bI, TUPO3WHA W Ap. He yTuanM3npoBaHHas Mefb BbIBOAUT-
cA ¢ »enyblo. lNMpegnonaraercs, YTO OAHUM U3 MeXaHU3MOB passuTua M1/
ABNSETCA HaKOMNNeHVe M3BbbITOYHON Mean B TKaHSAX M3-3a HEeOCTaTOYHOr0
KOMMYeCTBa MefbCBA3YIOLLETO Y BbIBOAALLETO LIEPY/ION/Ia3MuHa.

CyLLeCTBYIOT M Apyrue runoTesbl natoreHesa 3abonesaHuns. B yacTHO-
CTWM —IM30COMarbHas, NpY KOTOPOW MonaratoT Hainyme NepBuYHOro reHe-
TUYECKOr0 AedheKTa B CEKBECTPUPYIOLLIENA (hYHKLMM NIM30COM. BbiCKasbliBa-
eTCA rnoTesa O MNOABMEHWN B OPraHvW3Me MaTtoorMyeckux MegbHakanin-
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BalOLLMX Ge/IKOB, UM O COXPaHEeHUW B OpraHu3Me B3pOC/bIX IMOPUOHab-
HOro xapakTepa 06MeHa Meau 1 T.4.

KnmHuka. CuMNTOMaTMKa BO3HUKAET M3-3a BUCLEPaIbHbIX Y MO3ro-
BbIX PACCTPOWCTB, He BCeraa MMetoLLMX napasinebHOCTb B CBOEM MposiB/e-
HUW UK OnpefeneHHyY0 NocneaoBaTelbHoCTb. OfHAKO NPUHATO BbIAENATb
[Be cTagumn 6ONesHU - MNPeHeBPONOTMYECKYHO M HEBPONOrnYeckyto. lMpe-
HEeBPOJIOrMyecKas CTagus MOXET MPOoTeKaTb 6eCCUMNTOMHO WAW C BUCLIe-
panbHbIMK HapylleHusaMU. Havwbonee 4yacTbiM BUCLEpaNbHbIM PacCTPoii-
CTBOM, [JalOLLMM OCHOBaHWe A1 Nofo3peHws [J1[, sBnseTca natonorus
MeYeHN: renaTuTbl, L1ppo3bl.

Hesponoruyeckas ctagusa (no H.B. KoHosanosy) nogpasgensercs Ha
4 thopmbl:

PurugHo-apuTmMorunepkuHeTuyeckas opma HaumHaetcs B feT-
CKOM WM NoApocTKOBOM Bo3pacTe (10-12 neT), UMeeT 3/10KayYecTBEHHOE
TedeHve. JleTa/lbHbI UCXO4 BO3MOXEH Yepes 2-3 roga. B kamMHMYecKoi
KapTuHe npeo6nafaeT akMHeTO-PUrMAHbIA CUHAPOM B COYETaHUMU C XOPeo-
(hOPMHbIMK, TOPCUOHHO-ANCTOHUYECKAMU TUNEPKMHE3aMU, HapacTatoLLyM
cnaboymuviem.

Apo>kaTenbHo-purugHas opma BCTpeyaeTcs Yalle apyrux. Haum-
HaeTcs B Bo3pacTe 15-20 fieT, TeYeT MeAJIEHHO, C peMuUccUaMU. B KnHW-
YECKOl KapTvHe AOMWUHMPYET akMHETO-PUr1AHblE NMPOSBIEHUA B COYeTa-
HUW C TPEMOPOM.

Lpo>kaTencHaa opma nmeeT 6onee nosgHee Hadano (20-30 nier),
Hanbonee MeffIeHHOe TeueHue, B KNMHUYECKON KapTyiHe npeobnagaeT Tpe-
MOp, U3MEHEHUS TOHYCa NPUCOEANHAIOTCA Ha NO3AHNX CTagusX.

JKcTpanMpaMuaHoO-KopkoBasa (popMa BCTPEYAeTCs Pexe, Hepeako
ABNAETCS (PMHANLHONM CTaamen Apyrux opMm. XapakTepusyeTcsl CoHYeTaHu-
€M 3KCTpanMpamunaHbIX PacCTPOWCTB C anonaeKTUPOPMHO pa3BMBatOLLM-
MUCA NUPaMUAHBIMK Nape3amu, Napanuyamu, CyL0POXHLIMU MapoKcm3ma-
M.

KntoueBble AnarHocTHYecKne Npu3Haku'.

1. Hanmume KIMHUYECKMX NMPU3HAKOB, OTMEYEHHbIX BbiLLE.

2. Hannume koneu, Kaitzepa-®reiiepa - 0TNI0XEHWA Meau Mo 3afiHe-

MY Kpat porosuLipl B BUAE TEMHO-3€/1EHOr0 Kosblia (Heobs3aTeb-
HO Ha paHHUX CTaausX).

3. CHU>KEHWe LepynonnasMuHa B CbIBOPOTKe Kposu. Hopma - 1,65-
2,3 Mkmonb/n.(0,14-0,20 ed. ONTUYECKOW MAOTHOCTM). Y roMO3u-
roTHbIX HocuTenein M1, cHwkeHne LM dmkcupyetca nocne nep-
BbIX 6 MeC. XW3HU 0 ypoBHS 0 - 0,66 MKMO/bL/N. 1 AEPXNTCA BECb
nocneayoLLunii nepuoga.

4. CHXeHre "06Lein" meam B CbIBOPOTKE Kposu (Hopma 15,74-22,0

MKMO/b/N.) 1 MOBbILEHWE "NPAMOIA", NOHHON, He CBSA3aHHOM ¢ LM
(Hopma - 1,34 (0,24 mKmMonb/n.).
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5. lMoBblIWeHVEe CoaepXaHua Meay B CYyTOYHOM KOJIMYECTBE MOYM MpuU

HopMe 0,58-1,74 MKMOSIL/CYTKMW.

6. Pexke ucnonb3yeTcs uccnefoBaHue 6uonTtara neyveHn Ha Mefp.

* T1yHKTbl 3-5 B COBOKYMHOCTY C YKAa3aHUAMMW Ha HACNeACTBEHHYIO
OTArOLEHHOCTb, MH(OPMALIME O MMEIOLLMX MECTO HapyLLEHWAX CO CTOPO-
Hbl MeYeHu NO3BOJAIOT MPOBOAWTL BbISIB/IEHNE TOMO3WUIOTHOTO HOCUTESb-
CTBa Ha [OHEBPONOrMYeckoin ctagun. Ha n.n. 2-5 6asupyetcs anddepen-
LmanbHasa AMarHoCTHKa.

OudhepeHumanbHas aMarHocTyKa NPOBOAUTCA C PacCesHHbIM CKJle-
PO30M, XPOHUYECKUMU (hopmamy 3HLeanUToB, LedOpPMUPYIOLLUMU Mbl-
LUEYHbIMU SUCTOHUAMU U APYTUMW HAC/IeLCTBEHHbIMU MOPaXKEHNUAMU 3KC-
TpanupamuaHoi CUCTEMbI, TOKCUYECKUMI 3HLe(haonaTusaMu.

JleyeHue.

1. OrpaHuyeHve NoCcTynieHns Meay B opraHusm. MauyieHtam pexko
MEHAYETCA UCKMIOUNTL M3 NULLM NPOAYKTHI, 60ratble Mefbto - 0pexu, LUo-
Konag, rpubbl, Kakao, neuveHb, BUHOrPafHbIe BMHA, pakoobpasHble, Kypu-
Hble NOTPOXa, 6060Bble, MO3rK, OBCAHYHO Kpyny, TPECKY W Ap. Bo3MOXHO
MCNO/b30BaHWE MPenaparos, NMOHWKAIOLWMX BCACbIBAHNE MeAN B KULLEYHU-
Ke - Kanms cynbgua, MOHOOOMEHHbIE CMOSbI, AUITUAEHTPUAMUHIEHTOYK-
cycHas kucnota. OHM Ha3HavaKoTCA:

e npu HenepeHocumocTu d-MAM;

e 60/bHbIM B NPEHEBPONOTNYECKON CTaauu;
e MpY JOCTVDKEHUM CTOMKOro OTPMLIATENIbHOrO MEAHOTO 6anaHca;

* BO BpeMms nepepbIBoB feveHus d-NMAM;

e B KOoMOuHauum ¢ d-MAM 60nbHbIM, Yy KOTOPbIX, NpU €ro Anu-

Te/lbHOM Ha3Ha4eHUW B f03ax [0 2 r/cyT., He MPOUCXOAMUT [OCTATOM-

HOTO BbIBELEHUA Meap.

3ameueHO 3amefifieHMe BCACbIBaHUS MeAy MpU Ha3HaYeHUW ackopbu-
HOBOI KnUcnoTbl B go3e 0,5 - 2-3 pasa B CYTKU.

2. BbiBefieHve NpoLyKTOB HapyLUeHHOro o6MeHa. BegyLimm cpeam
MpenapaToB JaHHOr0 AeCTBUA B HACTOALLEe Bpems ABAAOTCA d-nMeHnunn-
naMuH ¥ ero aHanorn - kynpeHun (Monblia), MeTannkanTasa (kOro-
cnasust). TMpUHLMNBLI NpUMeHeHUs: 1) NOCTOSHHOE NpMeM fieKapcTsa ¢ He-
60MbLUMMU NepepbiBaMK; 2) NOCTENEHHOEe HapallmBaHWe [03bl, HauMHas ¢
0,15 BO Bpems ebl 1 YBENNYMBas B 3aBUCMMOCTM OT MEPEHOCUMOCTY 1 3d-
thekta g0 0,6-1,8 B CyTKW. B nepBbIil rof NepepbIBOB XenaTebHO He Je-
natb. B fanbHelilleM, Npu XOpoLUeil KOMMeHcaLUymn, BO3MOXHbI MepepbIBbl
oT 5 Hegenb 10 3 Mec. KOHTPONEM CNyXKaT CHIDKeHUE "MpsAMoiA” mean B
CbIBOPOTKE KPOBW, MOMIOXMWTE/bHAA KNMHUYeCKas AVHaMuKa CUMMTOMOB.
Mpu HenepeHocumocTy d-MAM BO3MOXHO Ha3HaudeHWe TpueTuHa no
400-800 mr 3 pasa B CyTKW Nepej eaoi.

3. VimetoTcs cBeaeHus 06 ath(heKTUBHOCTY UCMO/b30BaHUSA METa0B
KOHKYPEHTOB Mean —HaTpua TeTpabopaTa (6ypbl), LMHKA cynbdaTa B
nose 0,15 - 2-3 pasa B AeHb. LiMHKa cynbhaT Ha3HavatoT npu: a) Henepe-
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HocumocTn d-NAM, 6) oTcyTcTBUM 3dhtheKTa OT HasHaYeHUs 6oNbLIMX A03
d-NMAM, B) BO Bpems MepepbIBOB fieveHnst d-NMAM, 1) npy HaaMuum npu-
3HAKOB HEA0CTaTOMHOCTM LIMHKA.

4. MNpn Meae3aMMUHUPYLLE Tepanum 60MbHbIM MOKa3aHO MPOBeAeHNE
3-4 pa3 B rog, KypcoB BuTamunHa B65% no 2 mn. - 25-30 MHbEKLIWIA.

5. K HoBOMY MHOroo6eLlatoLLemMy cpeacTBy Ans neyeHns 6051e3Hn
BunbcoHa 0THOCAT TeTpaTuoMmonmbaaT. Kputepnsmm athdekTMBHOCTU
Tepanuu, Kak u npu nevenun d-NAM, ABASOTCS NONOXKUTENbHAS KIMHM-
Yeckas AMHaMUKa, CHUXEHME KOHLIEHTpaLymn «MNpsiMoli Meay» B CbIBOPOTKE
KPOBW U MNOBbILLEHNE ee KOHLEHTpaLuuy B MOue.

TeueHre NpU MONOXKUTENIbHOM BIMAHUN MeAE3NMMUHMPYHOLLMX  Mpe-
napatoB 6naronpusTHOe, GO0/bHbIE AAUTENbHbIE TOf4bl MOFYT COXPaHATb
TPYA0CN0Co6HOCTb. OfHAaKO nMeeTcs 0kono 5% opm M1, pe3ncTeHTHbIX
K CyLLeCTBYIOLLEeN Tepanun. Takue 60MbHbIE YyMUPAKOT B TedeHue 1-5 neT ¢
MOMEHTa MOAB/EHUS HEBPOSIOrMYECKUX CUMMTOMOB. K 3/10Ka4eCTBEHHbIM
BapuaHTam TeYeHUst OTHOCATCA AETCKUE W FOHOLLECKUE HOPMbL.

Lechopmupytouine mMbilevHble ANCTOHUK (G24)

B HacTosiiee Bpems (Marsden, 1987) cpean AMJM BblgenstoT che-

Aytoume Gopmbl:

1. doKanbHaa gucToHus (6neapocnasm, OPOMaHANGYNspHas AUCTOHUS,
CMacTMYecKast KPUBOLLIES, NMUCUMIA CNa3M, aMBynaTOpHbIA CrasM CTOMbl,
cnactuyeckas guctarma n guconuns). Mpu GoKaibHbIX UCTOHUAX BO-
B/IeYEHa 0fjHa aHaTOMMYecKasi 06/1acTb.

2 CermeHTapHas LUCTOHUSA - BOBMEYeEHbI [Be U Gosnee 06/1acTn Tena,
HanpyMep, KPUBOLLIES 1 TOPCUOHHBIA CNasM pPyKu.

3. [eHepanM3oBaHHas AUCTOHWS - BOBMEYEHO NGO BCe Teno, NGO He-
CKO/bKO CMEXHbIX 06/1acTeli. B 0TeuecTBeHHOW MTepaType OHa Yalle
MMEHYEeTCS KaK [e(hopMUpytoLLas MbILLIeYHasi TOPCMOHHAs AWUCTOHUS
(OMTL).

4. FeMUANCTOHUA - BOB/IEYEHbI FOMOSIaTEPAIbLHO pyKa M Hora mbo Bes
MOMoBMHA TeNa.

5 MynbTudokanbHas AUCTOHUS - MMEeT MeCTo CoueTaHue ABYX U 60-
nee (hoKasibHbIX (hopMm.

Bce pasHOBMAHOCTY AWMCTOHMIA MOMUMO HO30CMELM(UYECKUX NpU-
3HaKOB MMEIOT psaj 06wwmx. K HUM oTHoCATCS:

1 OncToHuyekas no3a - Kaxnaas opMa XapakTepusyeTcsi CBOUM AeiCTBU-
eM: 3aKpbIBaHWe rnas - 6iedapocnasm, poTauys rofos U T.4.

2 [ucToHMA felicTBMA - MpU KaXAOM AMCTOHWU 3aTpyAHSIETCA onpefe-
NEHHOe [eNCTBUE: OTKPbIBaHME M yAepXKaHUe OTKPbITbIX [1a3, roTaHue,
MUCBLMO U T. 4.
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3. 3aBMCMMOCTb M U3MEHUMBOCTb LUCTOHWUM OT MOJIOXEHWUA Tefa: B Mosio-
YKEHUW NeXKa CUMMTOMb! YMEHbLLAKOTCH, B MOJIOXKEHWUN CTOSA - YBENINYM-
BatOTCA.

4. BAusiH/e 3MOLMOHA/ILHOTO U (DYHKLMOHANBHOMO COCTOAAHUSA MauueHTa -
CUMNTOMbI YCUNMBAKOTCA NMPU BOJTHEHNW, JBUXKEHUAX.

5. Kopperupytoume >ecTbl - MauMeHTbl UCMOMb3YT ANA YMEHbLIEHWS
rUNepKMHE30B HEKOTOPble ABWMXKEHWS W XeCTbl (MpuaepXmsaHue roso-
Bbl, NMOAAEPXKKA PYKU BO BPEMS MUCbMa U 4p.).

6. MapafoKca/ibHble KMHE3NW - KPaTKOBPEMEHHOe YMeHbLUeHWe WUn WUc-
UEe3HOBEHVE AVCKUHE3NIA MPU M3MEHEHUM XapaKTepa LeicTBUIA (ncues-
HOBEHWe KPMBOLLIEW NPy 6ere Un BOXAEHUN MaLLWHbI, NMACYEro cnasma
—fpy NUCbME MeSIoM U T.4.).

7. Pemuccum (y 60MbHbIX KpUBOLLEEl BbIBalOT CMOHTaHHO B 20-30% cny-
yaes).

8 CoueTaHue (hoKanbHbIX POPM U Nepexos o4HMX (hopM B Apyrie.

OMJ, MoryT UMeTb HacNeACTBEHHYIO AeTePMUHMPOBAHHOCTb U BO3HU-

KaTb NO Lenomy psgy Apyrux npuyvH. MporpaMmmoli npegycmatpuBaeTcs

nsyyerve AMTA.

LetopmupyioLias mbilleyHass TOPCMOHHAA aucToHus (G24.J)

[JanHas dopma AM/ Bnepsble onucaHa B 1908 r. Swalbe, cBoe Ha3Ba-
Hue nonyumna B 1919 r. (Mendel). 3 oTeuecTBEHHbIX HEBPOMATO/IOrOB
60/bLUOE BHUMaHWE AaHHOM natonorum yaeneHo C.H. [aBuaeHKoBbIM.

Tun HacnefoBaHWS MOXET OblTb ayTOCOMHO-AOMUHAHTHbIM U ayTo-
COMHO-peLeccmBHbIM. Cpen ayTOCOMHO-AOMUHAHTHOW (hOpMbI BblAeNeHsbI
[iBe pasHOBUAHOCTW:

nohasasucumasn popma (14g22) obycnoeneHa ToUeuHoW MyTauyiel
WM peneumelii HYKNeOTUAOB B reHe, AeTePMUHMPYHOLWEM cuHTe3 TTd-
umknorugponassl-1;

fnothaHesasucumas dopma (9q34) csaszaHa ¢ MyTaumeil no Tuny fge-
NeLnn B reHe, eTEPMUHUPYIOLLEM 06pa3oBaHMe TOpPCUHA A.

AyTOCOMHO-peLeccuBHas godaszasucumas popma (11pl.1.5) cBA3bI-
BAaeTCA C HefOCTaTKOM TUPO3UHIMAPOKCUNA3b!, BbI3BaHHbIM TOUEYHOMN
MyTaLMeii B COOTBETCTBYHOLLEM FEHE.

MaTaHaToMMa 1 naToreHe3. Mpy NaToMopgoIOrnyecknx Mccneo-
BaHMAX OOHapYXXMBAKOTCA W3MEHEHUsI B YeueBULIE0OpasHbIX, KPacHbIX,
cybTanaMmnuecknx agpax u 3ybuatom sifpe MoxKeuka. NaToreHes cBA3bIBa-
eTCA C BO3HWKHOBEHWMEM MeAMATOPHOIO U (PYHKLMOHANLHOMO AncbanaHca
B CUCTEME 3KCTpanMpamMuiHbIX sAep, KOPKOBO-3KCTPanmMpamMmaHbIX CBA3SX,
CMCTeMax TOHMKO-(ha3nyecKoli akTMBaLyL.

KnnHnka. BblgenstoT Tpu BapraHTa 3ab60MeBaHNs: paHHUI -  60/1e3Hb
HauYMHAeTCs B MepBble [Ba rofda >KW3HW; IOBEHWbHBIA - Hayao 60Me3HN
COOTHOCMTCA C BO3pacToM 5-15 neT; No3aHUiA - Ae6HT  paccTpoiicTea Co-
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OTHOCWTCS C BO3pacToM, Npesbiwatowym 15 net. Ha 1oBeHWbHbIN Bapu-
aHT npuxoautcs okono 80% cnyyaes.

KntoueBble AMarHoCTUYECKME NPU3HAKU:

1. Hanuuve AUCTOHUYECKMX M3MEHEHWI TOHYCa MbILLL, CO CBOeo6pas-
HbIMW BpaLLlaTeNbHbIMK CyA0oporaMmy MbiLLL, Lew, TynoBuLa, npo-
KCMMasbHbIX OTAEN0B KOHEYHOCTEIA.

2. Hauano B [eTCKOM, HOHOLLECKOM BO3pacTe, NporpeccupytoLlee Te-
YeHue.

3. Hannume noxoxmx paccTpoicTB B CEMbe.

4. OTCyTCTBME MPU3HAKOB ApYrux 3ab60MeBaHuUiA, BbI3bIBAIOLLMX [e-
(hopMUPYIOLLNIA ANCTOHUYECKUI CUHAPOM.

* Cneumpuyecknx WHCTPYMEeHTaNIbHO-NabopaTopHbIX KpUTEpUeB
HeT.

OudphepeHumanbHas — auarHocTuka OCYLLECTBASETCA C  rena-
TONEHTUKYNAPHOW AMCTpodureid, aHUedanmTamu, HemponenTUHecKUmMm 1
OPYTMMK TOKCUYECKUMW JUCKUHE3nAMU. Bo3moxkHa JHK-guarHocTuka v
AnddepeHLaibHas guarHOCTHKa.

NeueHvie. O6HALEXMBAIOLLMM ABNAETCH XMPYPruyeckas CTepeoTakcu-
yeckas [eCTpyKUmMs BeHTponatepasbHOro sgpa tanamyca (Kangenb 9.4,
1971). CumNTOMAaTMYeCcKas Tepanua 3aKNlo4YaeTCsl B HAa3HAYeHUU LieH-
TPaNbHbIX XOMMHOMUTUKOB (LMKNOAON, POMNAPKWH, ameaunH), nepudgepu-
YECKMX XO/MHONUTUKOB {6aknoeH), TpaHKBUAM3ATOPOB {3neHuym, ce-
[YKCeH, Tasenam M T.4.), NPOTMBOCYAOPOXKHbIX {aHTunencuH). VHoraa
NOMOXKWTENbHBIN 3peKT HabNAaeTCs NpU HasHaveHUK GeTa-agpeHo610-
KaTopoB (aHanpwnuH, o63ugaH). Mpn fodazaBUCUMbIX HOPMAX MOMOXKM-
TeNbHbIN 3PPEKT MOXKET ObITb NOMYYEH OT fOaMUHIPrMYECKUX Npenapa-
ToB {Nnakom, cMHemMeT, magonap).

MporHo3 Ans >XM3HW OTHOCWUTENbHO 6/1aronpuATHbIA. TeueHue meg-
NIEHHO NpOorpeccupytoLLiee UK CTaluMoHapHOE.

AcceHumanbHblin Tpemop (G2S.0)

Tvn HacnefoBaHWA - ayTOCOMHO-AOMWHAHTHBIW. [aTonornyeckuii reH
KapTWpOBaH Ha A/IMHHOM Meye 3 XxpoMocoMbl (3q13).
MaToreHe3 cBA3aH C HapyLleHWeM MeAMaTopHOro obMeHa B 61ejHOM
Lape. XapaKTep reHHoW MyTauun 1 06MeHHbIN AeheKT HEe N3BECTHBI.
KntoueBble AMarHoCTUYECKME NPU3HAKK:
1. Hanimume Menkoro Tpemopa KUCTER pyK, pexxe rososbl, HUKHel Ye-
NIOCTW, A3blKa, YacToTol 7-11 ru.
2. CemeliHbIli XapakTep 3ab0/1eBaHMs, AOMWHAHTHbIA TUM Nepeaayn.
3. OTCyTCTBME MPOrpeccupoBaHns WM MeLsieHHOe MNporpeccupoBa-
Hue.
4. OTCyTCTBYE HapyLUEHUI UHTENEKTa.
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5. YMeHblLeHNe TPeMopa B CMOKOAHOM COCTOSIHUM, MOC/e nprema an-
Korons, 6eTa-6/10KaTopoB.
* Cneungunyeckux MHCTPYMEHTa/IbHO-N1abopaToOPHbIX KpUTEpUEB
HeT.

TeueHue CTaLMOHApHOE WM MeJ/IEHHO MpOrpeccupyroLLee, NpOrHo3
61aronpusTHLINA.

JudbchepeHumanbHas anarHoCTUKA NPOBOAMTCS C renartouepebpab-
HOM fereHepayyeii.

JleueHne CMMNTOMATMYECKOE, MONOXWTENbHBIN 3(heKT OTMeyaeTcs
npu Npueme TPaHKBUNM3ATOPOB, BUTaMUHa B6, LIEHTPa/IbHbIX XONUHONNUTM-
KoB (LUMKNoZoN, ameduH, apTaH), 6eTa-6/10kaTOPoB (aHanpuanH, 063u-
[aH, nHaepan).

B0/1e3HN C MPEMMYLLECTBEHHLIM NOPaXKEHUEM
nUpamMnaHbIX NyTei

CeMeliHblii cnacTuyeckuii napanny LU Tpromnens (G11.4)

CuMnTOMaTMKa HaCNeACTBEHHOIO CMacTUYeCKOro napaavya snepsble
onucaHa B 1886 r. A. LUtptomnenem. B nocnegHue gecatunetuns 6bina
onucaHa Lenas rpynna KIMHUYECKW MOXOXUX 3ab0/neBaHui, naTtoMopgo-
NOTNYeCKO OCHOBOI KOTOPbIX ABNSETCS MPeVMYLLECTBEHHAA AereHepaums
nMpaMUAHbIX MyTeil GOKOBbIX CTONBOB CMMHHOIO MO3ra, UMEIOLMX pas-
Hble TUMbl HACNef0BaHUSA U MECTO JIOKAN3aLMnM MyTaHTHOO reHa.

HacnepnosaHue:

1) AyToCOMHO-fOMUHaHTHOe: A Tun (14q) nposBnsetca B 1-4 gecatu-
NeTnaX Xun3Hu; b Tun (2p21-p24) —eMmnTOMaTVKa BO3HUKaET Ha 3-7 fecs-
TUNeTUAX XusHu n B tun (15ql 1.1).

2) AyTOCOMHO-peLLecCUBHOe - M30/11MpoBaHHas opmMa (8q) npossns-
eTCA KaK JOMUHAHTHBbI A TUN B 1-4 fecATUNETUAX NOCe POXAEHMA.

3) X-cuenneHHble opMbl NposBseTcs B 1-2 gecATuneTmax. Ana HuX
onpefeneHbl MyTaHTHbIE TEHbl, WX NIOKaIU3auns U BMOXUMUYECKUIA fe-
(heKT: u3onmposaHHas dopma (Xg22) - NPoTeoNUNUAHbIA 6enoK-, 0CN0X-
HeHHas hopma (Xq28) - hakTop afre3nn HelpoHOB.

KntoueBble KIMHUYECKME NPU3HAKW:

1. MegfieHHO HapacTatoLLMiA HKHWIA cnacTUYecKmii napanapes. Orpa-
HUYEeHUs! [ABUXXEHWIA NPEeUMYLLECTBEHHO AETEePMUHUPYHOTCA MOBbI-
LUeHHbIM TOHYCOM. Ha Mo3AgHUX CTaguax B MaToforMyeckuidi npo-
LlecC MOryT BOB/IEKATLCA U BEPXHME KOHEYHOCTW, MPUCOEAUHATLCS
Ta30Bble paccTpoicTBa. VIHTeNNeKT He cTpajaer.

2. CeMeiiHbIin XapaKTep paccTpOIACTBa.



3. OTCyTCTBME MPU3HAKOB APYrvX 3a60MeBaHUiA, COMPOBOXKAAIOLLMXCS

Pa3BUTUEM CMaCTUYECKNX HMKHUX Mapanapes30B.

* Cneyuguuecknx UHCTPYMEHTIbHO-N1a60PaTOPHbIX KPUTEPUEB HET. Bbi-
SIBNSIEMOE CHUXKEHME COMATOCEHCOPHbIX BbI3BaHHbIX MOTEHLMANIOB 4OMON-
HSIET KNMHUYECKME laHHbIe, HO He SBMSIETCA CreLyupruUecKum.

MoMMMOo "umnCTbIX", M30IMPOBaHHBIX (HOPM CnacTUyeckas napannervs

MOXET COYeTaTbCs C APYTMMU HapyLLEHVSIMW, UYTO [eNaeT HacTosLLyto
rpynny 3a6o/eBaHuit JOCTaTOUHO pa3HOO6pa3Hoi. B Hee BXOAST:

cnacTuyeckas napanierusi C ammnoTpPoMAMN BEPXHUX KOHEUHO-
cTell (nepesaya ayTOCOMHO-AOMUHAHTHasA, BO3pacT MPOSBNEHUS -
1-3 pecatunetue);

cnacTuyeckas napannerus ¢ nepoHeanbHbIMU MbILLEYHBIMW aT-
pothusMmM (ayTOCOMHO-AOMUHAHTHasA, 1-6 gecaTuneTue);

cuHapom Tpollepa (cnacTuyeckas napanserus, MasbliA pocT, 3a-
[iepXKKa NMCUXMYECKOro pasBuTKSs, aMUOTPOdUs, aTeTo3, MMeeT ayTo-
COMHO-PELIECCMBHYIO MNepefiady, BO3HUKAeT Ha 1-M gecsaTunetum
XKW3HN);

cuHgpom Lllapnesy-CarbeHa (crnacTuyeckas mapanservs, gucTasb-
Hble  aMuoTpodmu,  aTakcusi,  HacnefoBaHWe  ayTOCOMHO-
peLLecCMBHOE, Pa3BMBAETCS B 1-M AECATUNETUN);

cuHgpom KbennnmHa (cnacTuueckas mapansierusi, MakynspHas aere-
HepaLws, [eMeHLWs, Hacne0BaHNe ayTOCOMHO-PELLECCUBHOE, BPEMS
MposiB/IEHNE NEePBbIX CUMMTOMOB - 1-e AecATUNETUE);

cnHapom LLlarpeHa-/lapcoHa (CrmacTuyeckass maparniervsi, UXTvos,
3a/lepXKKa MCUXMNYECKOr0 pasBUTUS, ayTOCOMHO-PELIECCHBHbIA Bapu-
aHT, MaH1(eCcTMpoBaHue B 1-M fecaTuneTum);

cnacTuuyeckas napannerns ¢ aTpocuein 3puTenbHOro Hepaa, An3-
apTpueit (ayToCOMHO-peLieccuBHas hopMa, Hauano B 1-2-m fecs-
TUNEeTUAX);

cnacTuyeckas napanfernss C aTeTO30M (ayTocomHo-
[NOMUHaHTHas nepefaya, nposiBASeTca ¢ 1-ro AecATUNETUS);
cnacTuyeckas napannerns ¢ CEHCOpPHOM HeliponaTueii (ayTocoM-
HO-AOMVHAHTHasA, Havano B 1-2 fecatuneTusx);

cuHapom MaeTa (cnactuyeckas napanserns ¢ ausapTpuei, gemeH-
LMei, aTeTo30M - ayTOCOMHO-peLieccrBHas, Havano B 1-2 fecAtune-
TUAX);

cnacTuyeckas mapannerus ¢ MUrMeHTHbIMKU pacCcTpoicTBamu
(ayTOCOMHO-AOMMHAHTHasl, ayTOCOMHO-PELLECCUBHAS, HauMHaeTcs
Ha 1-2 [ecaTUNeTUsX XN3HU).

Teuenue. MporpeccupyeT 3a60neBaHVe B GOMbLUMHCTBE Cy4aeB Mef-

JIEHHO, HE MEHAA NMPOAO/HKNTENBHOCTb XU3HWN. Hanbonee 6J'IaFOI'IpVIHTHbI-
MW BapuaHTaMn ABNAKOTCA AOMUHAHTHbIE (hOprI.
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JleyeHne cumnToMaTMUecKoe. 3HayYeHVe MeeT pa3paboTka AoNroBpe-
MeHHOI nporpammbl JIOK 1 ¢r3noTepaneBTUUECKMX NpoLiesyp, Nposese-
HWe NpaBW/IbHON MPO(ECCUOHAIbHON OpueHTaumn. V3 MegukamMeHToB Ha-
3HavaloTCA Npenapatbl, MOHMXKatOLWMe CNacTUYHOCTb:

1. beH3oamasenuHbl (CefykceH, Tasenam, aNeHnyM, mMesanam, Ho3e-
nam mT.4.).

2. baknodeH (nopecan) - BbI3bIBAET MPECUHAITTUYECKOE TOPMOXKEHME
TepMUHaein apepeHTHbIX BOMIOKOH. JleyeHWe HauMHaeTca C MasbIX [03
npenapara ¢ nocneaytowmm ysenmueHmem o 30-80 mr/cyT.

3. Mugokanm no 0,05-0,1 r 2-3 pasa B ieHb - 6/10KMpYeT NoAMCHHar-
TUYECKMe CNINHANbHBIE PEIEKCHI.

4. aHaponeH (faH4puyM) MMeeT aHTMCMacTUYeCKMiA ath(eKT, cpea-
Hss gosa 100-150 mr/cyT.

dakomaTtosbl (Q85)

dakomaTosbl (rp. phakos - YeueBunUa, NATHO) OTHOCATCA K HacneAcT-
BEHHbIM 3KTOAEPMOME30AepMasbHbIM AUCMNA3NAM 1M NPOSBAAIOTCA Mnopa-
XKEHUAMU TNa3, KOXMW, HEpBHOM CUCTEMbI, BHYTPEHHUX opraHoB. Ob6s3a-
Te/IbHbI CUMMNTOM 3TOW Fpynnbl 3a60/1€BaHWIA - HaIMYME MUTMEHTHbIX M-
TEH Ha KOXe WM ceTyaTke rnasa. [pynny Knaccuuecknx (akomaTo3oB
NpeacTaBnsAoT HeipothmbpomaTo3 PeknMHrXayseHa, Ty6epo3HbIii CKIepos
BypHeBunns - MpuHrna, aHLethanoTpUreMuHabHLIA aHrmomMaro3 Ctepaxa
- Bebepa - Kpab6e 1 LepebpopeTMHOBKCLEPabHbIA aHrmomartos M'vnnens
- NaHpay. MepBble ABe (hHOpMbI Pa3BUBAKOTCS BCIEACTBUE MOPKEHUS Held-
PO3KTOAEpMasbHbIX 06Pa30BaHUiA, BTOPbIE - Me30epMabHbIX C/IOEB.

HellpochnbpomaTo3 PeknunrxayseHa (Q85.0)

3aboneBaHne BCTpPeYaeTca ¢ yactotoi 1 cnyyain Ha 2500 -3000 HOBO-
POXAEHHbIX.

HacnegosaHue - ayTOCOMHO-LOMWHaHTHOE C BbICOKO MeHeTPaHTHO-
CTbtO FeHa U 3HaUUTENbHBLIMM BapuaLysaMmU 3KCNPECCUBHOCTM.

JTuonorna.  BbIgenaloT  KNaccUYecKyto nepudepuyueckyro  opmy
(HelipochmbpomaTos-1), Npy KOTOPOIA MaTONOrMYECKWIA TeH NI0KaNM30BaH B
17- xpomocome (17ql 1.2) 1 ueHTpanbHyto opmy (Helipognbpomaros-2),
NaToNOrMYeCKNn reH KOTOpolA HaxoguTcs B 22-i xpomocome (22ql 1 -
qi3.i).

MaToreHes. 3abonesaHne 06YC/OBMEHO pa3pacTaHWeM 3KTOAepMaslb-
HbIX 3/1EMEHTOB B KOXe, nepudepunyeckmx Hepeax, LIHC, apyrux opraHax.
Hanbonee xapakTepHO NOsB/IEHWE OMYyX0/ei OKPYrnoi hopMbl AMaMeTpoMm
1-2 cm., nHorga 6osee NMUrMEHTUPOBAHHBIX, YeM OCTa/lbHblE Y4YacTKU KO-

92



XW. B 0TAenbHbIX CAyvasx onyxonu MOryT AOCTUraTh 3HaUMTESbHbIX pas-
mepoB. Mpy 1-M Tune 3aboneBaHUS MYTAHTHbIA FeH HapyLuaeT CUHTe3
«HepothMB6POMUHA», MPU 2-M TUME - «MEeP/NH/LLIBAHHOMUHAY.

KntoueBble gnarHoCTUYecKue npusHaku:

1 Hanmume Heiipodinbpom Ha Koxe. Mpy 60/bLIOM UX KOIMYECTBE BO3-
MOXHO Anhy3HOe YBeNMYeHne NOPaKEHHOro y4acTka Tena, C/OoHO-
BOCTb.

2. Hanmume nurMeHTHbIX NATEH TUMa “kodie C MOIOKOM” Ha Koxe. Mpu
NX KonuuyecTse 6onee 6 C AMaMeTpoM He MeHee 1,5 cm. fonycTuMO
[MarHocTUpoBaTh HelipombpomaTo3 Mpu OTCYTCTBUM KaKUX-NGO
Lpyrux cCMNTOMOB.

3. Hanuuwve Genecosatoro nsATHa (reMapToMa, Y3eMoK JIULa) Ha pasyx-
Ke - XapaKTepHblIii NpusHaK HelpodnbpomaTosa-1.

4. HeBponorunuyeckvie 3HaKku HecreuutmnyHbl, NPy LEeHTpasbHON dopme
HelpodmbpomMaTosa MOryT COOTBETCTBOBATb HEBPOIOrMYECKUM MpW-
3HaKaM MO3TrOBbIX OMyXOJield.

5 MHOXeCTBEHHbIe ONyX0N Ha KOMMbIOTEPHBIX U SAEPHO-MarHUTHBIX
TOMOrpaMmax.

6. CemeliHblIli XapaKTep paccTpoicTsa.

JudbdepeHupanbHas AuarHoCTUKa LeHTpaslbHbIX (DOPM NMPOBOAUTCS C
ApYrMMy 06bEMHBLIMK MPOLeCCamMu.

JNeueHvie. KOHCEPBATUBHOMO He CyLLECTBYET. XUpypruyeckue BMeLla-
TeNbCTBA BbINOMHAOTCS C Lie/bIo NMMKBUAALMN KOCMETUYECKMX AetheKTOB 1
NpY UHTPaKpaHWasbHbIX, CUHANbHBIX NOKaM3aLusX Helipotnbpom, Ha-
pyLLAIOLLMX (PYHKLMIO HEPBHOM CUCTEMDI.

TeueHve AUTeNbHOE, BO3MOXHO CapKOMAaTO3HOE NepepoXaeHue.

Ty6epo3Hblii cknepo3s (6onesHb BypHesunns - MpuHraa - Q85.1)

HacnepoBaHve 3a601eBaHUst ayTOCOMHO-A0MUHAHTHOE.

3Tuonorus. BbigenstoT aea tuna. Ans 1-ro Tuna (9934.1-934.2) xa-
pakTep MyTaumu reHa v GMOXMMUYECKUIA AeeKT He U3yyeHbl; 2-U Tun
(16p13.3) cBfizaH C 3KCMAHCWEN TPUNNETOB B reHe, ATEPMUHUPYIOLLEM
CUHTE3 «TybepuHa». 3BecTHbI cropagnyeckue ciyyau.

MaToreHes. HapylieHne GopMMpPOBaHUA 3apOAbILLEBBLIX IMCTKOB U3
3KTOJepMbl BfIEYET pa3BUTME B MO3rOBOM BELLECTBe, 3NeHAMME XKenynou-
KOB, KOXe, BHYTPEHHMX OpraHax OMyxo/enofo6HbIX 06pa3oBaHui,
VMEIOLLMX Pa3NYHYIO BENIMUUHY.

KntoueBble KNMHUYECKME NPU3HAKN:

1 Hanmume MHOXeCTBEHHbIX Y3€NKOB Ha KOXE /1La, PacronaratoLmx-
€A CUMMETPUYHO 1Mo 06e CTOPOHbI HOCa B Bue "6aboukn”, pasmepom
oT 110 3,5 Mwm.
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2. Ovarv genurmMmeHTaLmmn Ha KoXKe MOryT COYeTaTbCs C NATHaMU runep-
nurmeHTaumm Tuna "kode ¢ Monokom" (Bctpevarotcs y 90% 60/b-
HbIX).

3 Hannuve "takoM" - peTuHanbHbIX OMyXOJei, pacronararowmxcs B
3afiHUX OThenax rnasa.

4. HeBponoruyeckvie NposiBNeHNs HecrneLuhnyHbI, BbIpaXatoTca B CYA0-
porax, OTCTaBaHUW MCUXMUYECKOrO PasBUTWA, Pas/IMYHbIX 04aroBbIX
3Hakax. OHV NpUOBPETaloT 3HAYMMOCTb MPU HAIMYMW CUMITOMOB
n.n. 1-3.

5 Ha KT, AMPT B03MOXHa BM3yannsaumsa KaibLUHUPOBaHHbLIX MO3ro-
BbIX TY6EPO3HbIX Y3e/KOB.

TeyeHne nporpeccupytoLLiee.

OudpdhepeHumancHas guarHocTUKa NPOBOAUTCA C APYrMMM (DakoMaTo-
3aMu, OMyxonamu.

JeyeHne cumnTomaTuyeckoe. M0 MokasaHWsSIM - HepoOXuMpyprude-
cKkoe. [Ina yCTpaHeHWs KOCMETMYECKMX [eeKTOB Ha J/MLEe MNPOBOAMUTCS
[epmabpasnsi.

SHuedanoTpureMMHa bHbIi aHIMOMaT03
(cmHgpom CTeppa>ka-Bebepa - Q85.8)

HacnegyeTcs No ayTOCOMHO-AOMWUHAHTHOMY ¥ ayTOCOMHO-PeL,ecCcrB-
HOMY TWMYy, Yallle BCTPeYatoTCcs Cropagnyeckue cnydan.
MaToreHe3 3ak/oyaeTcs B (DOPMUPOBAHUM COCYAUCTbIX MATEH (aH-
rMomaTos - CeTb BEHY/T) Ha KOXe, yalllie No X0y BeTBel TPOMHWUYHOTO Hep-
Ba, B MO3roBbIX 000/104Kax. O60/104eUHble aHMMOMbI OKa3blBalOT KOMMPEC-
cupytoLLlee BO3AENCTBME Ha MO3rOBOE BELLECTBO, Bbi3biBas TeM CaMblM
(hYHKLMOHANBbHO-MOPONIOrMYECKME HapyLLEHMA.
KntoueBble KIMHUYECKME MPU3HAKN:
1. CocyamucTble NATHA KPaCHOro MM KpacHO-00pA0BOro LiBeTa Ha Ko-
Xe nuua, Len.

2. Cy[0pOXHble NapoKCU3Mbl [XKEKCOHOBCKOMO XapakTepa WUn WHble
04aroBble HEBPOJIOrMYECKME PacCTPONCTBA B COUYETAHUN C KOXHblI-
MU MOPaXKEHUAMM.

3. CeMeltHbIi XapakTep 60ne3Hu.

4. NaHHble KT, AMPT HecneunmnyHbl. MOryT BbISBASTLCA Y4YaCTKK

aTpotnm Mo3ra, rugpouedanvs.

TeueHve MeaIeHHO NPOrpeccUpyoLLee.

JleyeHne cMMNTOMATUYECKOE, NPY CyA0porax - aHTUKOHBY/bCaHTbI. B
KOCMETUYECKMX LeNsAxX MPOBOAAT MacTUYecKue XUpypruyeckve orepa-
Lmm.

IMoMUMO OnMcaHHbIX HOPM UMEIOTCS U Apyrue 6onee pefkue hakoma-
TO3bl: CUCTEMHbINA LiepebpopeTVHOBUCLIEPaNbHBIA aHrMomaTos [unnens-
NnHpay, aTakcus-TeneaHrnaktasus Jlym-bap, 6a3asibHO-KIETOUHbIE HEBY-
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Cbl, BPOX[AEHHbIVi aHTMOMATO3 CMMHHOIO MO3ra, PeTUHOONTUKOME33HLE-
(habHbI aHrMOMaTo3 U T.4. M3ydeHne X He BXOAWUT B YHUBEPCUTETCKYHO
nporpammy fo HeBpONOrUN.

NlnTepaTypa
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HACNEACTBEHHbLIE HEPBHO-MbILWWEYHbIE
3ABOJIEBAHNA

ATy 3HauuTenbHyt0 rpynny 3aboneBaHUin NoApPa3fenstoT Ha YeTbipe

noarpynnbl:

1. CNnHanbHble MbllWeYyHble gucTpodun (ammoTpodmmn - G12):
BepauHra-Iodmana, Kyrensbepra-BenaHgepa, lonaTo4Ho-
nepoHeansHas opma, 601e3Hb ABUraTeNbHOro HelipoHa - GOKOBOM
amMMNOTPOGUYECKIIA CKNEPO3 U T.4.

2. HeBpanbHble MbllweYvHble gucTpodun (ammoTpodum - G60). B
HacTosLLee BpeMs 3Ta rpynna 3abo/eBaHns, OCHOBHbIM U3 KOTOPbIX
paHee cuMTanach HeBpanbHas ammoTpodmsa LLlapko-Mapu-TyTta, co-
rnacHo MKB X oTHeceHa B pa3fien «HacneACTBeHHbIe U uanonatu-
ueckvie HeBponaTum». K HUM oTHocATcs:: 6onesHb Lllapko-Mapu-
TyTa, OexepuHa-CoTTa, HacnefCcTBeHHas MOTOPHas W CeHCOpHast
HeBponatua Tunel 1-1Y, runepTpodmueckas HeBponatus y AeTew,
nepoHeasibHas MblLLeYHas aTpodms, cuHApoM Pyccu-Jlesn, 60nesHb
Pethcyma 1 1.4.

3. bonesHn HepBHO-MbIweYHOro cuHanca (G70- G73): mMuacTeHus,
MWUOTOHUS TOMCOHa, NapoKCU3Ma/lbHbIe MUOMJIEN .

4. Mporpeccupytowme MblweyHble gucTpodun(C71) (Mmonatun):
NOSICHO-KOHEYHOCTHasA hopMa 3pba-PoTa, ncesLormnepTpohunye-
cKkaa (hopma [tolleHa, MO34HAA MNCeBAOrMnepTpodmueckas gopma
Bekkepa, o(hTanbMonnernyeckas Mmonarma u ap. B ocHose natore-
He3a NeXXWUT NepBUYHOE NOPaXXEHME MbILLEYHOW TKaHW.

HepBHO-MbILLEYHbIe 60ME3HU UMEIOT Pas/InyHble TUMbI HAacnes0BaHMA,

pasnMuHy0 4acToTy BCTPeYaemMoCTu. VmeeTcss [OCTAaTOYHOE KOMMYECTBO
NUTepaTypbl MO JaHHOMY pasfeny, nosToMy 34ecb OTpaXeHbl Hambonee
4acTo BCTPeyaroLLmecs opMbl U UX AUArHOCTUYECKME KPUTEPUMN.

CnunHabHble MblleYHble AUCTPodum (ammoTpodumn)

B rpynny BXoAuT 60MbLLIOE KO/IMYECTBO HEPBHO-MbILLEYHbIX 3a6ose-
BaHWiA C pa3IMYHbIM TUMOM HacnefoBaHWs, PEHOTUMNYECKUMU NpPU3HAKa-
MU, TEYEHWEM 1 MPOrHO30M.

KntoueBble KNMHWUYECKUE NPU3HAKM rpynmbl:

1 Mporpeccupytolas aTpodums MbILLL, B COYETaHWK C NPU3HaKamy No-
paXeHust NepesHUX POroB CMMHHOMO MO3ra:

a) OTCYTCTBUE CYXOXMbHO-NEPUOCTaIbHBIX PEIEKCOB;

6) Ha/MumMe MblLLEYHbIX PACLMKYMALMIA;

B) OMT - Npr3HaKy NOpaXKeHWs NepesHUX POroB CNMHHOMO MO3ra.
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2. CeMeliHbIli XapakTep 3ab60/eBaHNs.

3. OTCyTCTBYE MPU3HAKOB APYrux 3a60N1eBaHui, CONPOBOXAAIOLLMXCS
HEPBHO-MbILLEYHbIMU PACCTPONCTBAMM.

OudbdepeHupanbHas guarHocTuKa NpoBOAUTCS C NMEepPBUYHBIMUA MIO-
ANCTpOAMM, BOCNAINTE/IbHBIMU MOPaXKEHNSAMU HEPBOB Y CMIUHHOTO MO3-
ra, MMacTeHuel, 60KOBbLIM aMUOTPOPUUECKMM CKIEPO3OM U APYTUMU Me-
TaboONNYECKUMU, TOKCUYECKMMU, MapaHeo61acTUHECKUMM MUONATUYECKU-
My cuHapomamu. BosmorkHa JHK-30H40Bas AMarHocTyKa.

OC06eHHOCTM OTAeNbHbIX (HOPM

BonesHb BepanHra - Mopmana
(meTckasa cnMHanbHas mblwedyHaa aTpodusa | Tun - G12.0)

HacnefoBaHue - ayTOCOMHO-peLecCUBHOe. PacnpocTpaHeHHoCTb - 1
25 000 HoBOpOXAeHHbIX. IMpeanonaraeTcs, YTO HAaCTOALLYHO )OpMYy amumo-
Tpohun AEeTEPMUHMPYET MyTaHTHbIA reH (5ql3), aHaNOrMyYHbIA TaKoBbIM
npn amuotpodun Kyrenbbepra-BenaHgepa (toHoweckas gopma, Tvn 1)
N «NPOMEXYTOYHON hopme» (aeTckas opma, Tvn 1), OTBETCTBEHHBIN 3a
NPOAYKLUMIO «haKTopa BbI>KMUBAHUA MOTOHeNPOHOB» (SNM).

KntoueBble KIMHUYECKME NPU3HAKK:

1 Cnaboe LieBenieHe noga.

2. Hannuve nape3oB KOHEYHOCTEN C NepBbIX AHEN >XM3HW pebeHka (3a-
6oneBaHVe NPOSBNAETCS B Mepsble 5 MecsLeB), 6bICTPOe Nporpeccu-
poBaHue.

3. Bo3moxkeH 6ynb6apHbIAi CUHAPOM, (acUMKyIsSUMN A3biKa; CYXOXWU/b-
HO-NepuocTasibHbIE PethNIeKChbl YTHETEHBI.

4. Mvorpagmyeckme nNpu3Haku NOpaxKeHWs nepefHUX POroB CMVHHOIO
Mo3ra.

5 OTcyTCcTBME MPU3HAKOB APYruX 3aboneBaHuid, COMPOBOXAAMOLLMXCA
MOPaXKeHWEM CMMHHOIO MO3ra.

CwMepTb HacTynaeT OT PecnMpaTopHbIX 3ab0NeBaHNA B TeueHUe nony-
TOpa fieT.

bonesHb Kyrenbbepra-Benangepa
(toBeHWUNbHasA hopma cnuHanbHoin ammoTpocoun I Tun - G12.1)

BcTpeyaetcs ¢ yvactotoii 1,2 Ha 100 000. Mpu poxgeHun pebeHoK
OLIEHMBAETCA KaK 310POBbIiA.
KntoueBsble KNMHUYECKME NPU3HAKW:
1 Hauvano 3abonesaHus mMexxay 2 n 15 rogamu.
2 ATpotun pa3BMBalOTC C MPOKCUMAbHLIX OTAEN0B (HanoMUHaeT
thopmy 3pba).
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3. XapakTepHbl GacuyKyaumum.
4. OMI” faHHble YKa3bIBaOT Ha NepefHeporoBoe nopaxeHue.
5 MHoraa BO3MOXHO MOBbILLIEHWE B 2-4 pa3a Bbllle HOPMbl KOHLEHTpa-

LMW CbIBOPOTOYHON KpeaTUH(OCHOKNHA3bI.

6. OTCYTCTBME MpPU3HAKOB ApYruX 3ab0/1eBaHuii, CONMPOBOXAAIOLLMXCS

MopaXKeHNem CrMHHOro Mo3ra.

TeueHve MeAneHHO nporpeccupytoLlee. BombHble € HOBEHW/BHOW
(hOpMOWi CMNHANBLHON aMUOTPO(MU MOCNe YCTAHOBNEHWA AUarHo3a XX1BYT
20-40 net. feTckas hopma Il TMNa 3aHMMAET Kak 6bl MPOMEXYTOYHOE MO-
NOXEHVE MEXY W3MTOXEHHBLIMY BapuaHTamu.

JeyeHune cumnTomatumyeckoe. MNpu Heo6XoAMMOCTY NPOBOAUTCSA OPTO-
nefuyeckas Koppekums. Maccak v nerkas nevebHas (hU3KynbTypa cro-
COOCTBYIOT MPOQPUNAKTUKE KOHTPaKTyp. Kak npu BCex HacnefCTBEHHbIX
3a60/1eBaHNAX HEOBXOAMMO MPOBOAUTL MEANKO-TEHETUYECKOE KOHCY/bTH-
poBaHue.

HacnegcTBeHHble 1 nanonaTnyeckme HeBponaTum
(HeBpanbHble aMMOTPOUN)

3a nocnegHvie rofbl Ha OCHOBAaHWUM MEAWKO-TEHETUYECKUX METOAO0B
06CNe0BaHNS BbIAENEHO, KaK OTMEUEHO Bbillle, 60/bLIOE KOMMYECTBO pas-
HOBMAHOCTEN Hac/eACTBEHHOrO MHOXECTBEHHOTO MOPAXEHWs nepudepn-
UECKMX HEPBOB C MPEUMYLLECTBEHHbIMU [BUraTeNbHbIMU (amnoTpotim),
CEHCOPHbIMM, BEreTaTMBHBIMU WM CMELLAHHLIMU KIMHUYECKUMU MPOSsiB-
neHusmu. Mpn 3TOM 3a60/1eBaHMS MMEKOT PSf CXOXUX U Ho30cneLudmye-
CKVIX MPU3HAKOB.

KntoueBble AMarHoCTUYECKME NPU3HAKM Tpynmbl:

1. Mporpeccupytolas aTpodus MblLLL, B COYETaHUM C MPU3HaKaMu No-

paXkeHVs nepueprnyecKnx HepBOB:

a) OTCYTCTBUE CYXOXWUbHO-MEPUOCTaTbHLIX PEQIEKCOB;

6) coyeTaHue (HeBpa/bHblE (JOPMbI) ABWraTe/bHbIX HapyLIeHWA ¢

CEHCOPHbIMY (YaLLle Mo MO/IMHEBPUTUYECKOMY TUMY) paccTpoiicTBamu;

B) OMI - Npr3HaKy CHYDKEHWS! CKOPOCTW MPOBEAEHUSI CUTHANMOB MO

HEPBHbIM BOJIOKHAM.

2. CeMeiiHbI XxapaKTep 3a60/1eBaHus.

3. OTCyTCTBME MPU3HAKOB APYrMX 3a60M1eBaHWiA, CONMPOBOXAAOLLIMXCS

HEPBHO-MbILLEYHbLIMY PACCTPOCTBaMK.

JudbchepeHumanbHas uarHoCTUKa NPOBOAMTCS C MEPBUYHBIMU MIUO-
ANCTPOMAMK, BOCNINTENbHBIMU NOPAXKEHWUSAMU HEPBOB Y CMIMHHOTO MO3-
ra, MMacTeHueid, GOKOBbIM aMMOTPO(MUECKUM CKNEPO30OM U APYrMMU Me-
TaboNMYECK/MM, TOKCUYECKUMMU MUOMATUYECKUMU CUHApOMamMu. Bos-
MOXHoli cTana [HK-gmarHoctuka v guddepeHumanibHas AnarHOCTUKa
K/IMHWNYECKMX Pa3HOBUAHOCTEN CaMOW rpymmbi.
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OC006eHHOCTU OTAeNbHbIX (opM
HespanbHas ammoTpodusa LLapko-Mapu-TyTa (G60.0)

PaHblLLe 3TO pacCTPOCTBO paccMaTpuBanach Kak OfHO 3aboneBaHue.
Ceilyac B rpynny BK/IHUYEHO 3HAYUTEIbHOE KOMMYECTBO HACNeACTBEHHbIX
MOTOPHBbIX W CEHCOPHbIX nonnHeriponatuii (HMCH). BblgenstoT naTb oc-
HOBHbIX TUMOB 60/1E3HU, KXAbIA 13 KOTOPLIX MMEET eLle NMOATUMbI, 00Y-
CMOB/IEHHbIE XapaKTepoM Mepefayn MaTosorMueckoro reHa, TEYeHMEM,
MPOrHO30M.

1 Tun - gemvenvHusmpytowas gopma 6onesHn LLapko-Mapu-TyTa.
ViMeeT 2 noaTtvna, nepesaeTca no ayTOCOMHO-AOMUHAHTHOMY nyTw. Mog-
™mn 1A cBsizaH (17pl1.2) ¢ HapyweHnem cuHTe3a «benka P2 nepudepu-
yeckoro muenuuax». Mogrun 1B (1g22- g23) eTepMUHUPOBAH HapyLLEHW-
eM CcuHTe3a «6enka POnepugeprnyeckoro MmennHay.

2 Tun - akcoHanbHas opma. MmeeT 4 nogtuna: 2A (1p36), 2B
(3g13- g22), 2C (nokanu3aums nNaToNOrMYecKoro reHa He u3BecTHa), 2D
(7pl4). Bce 3aboneBaHus [aHHOro0 TuMa MepejalTcs Mo ayTOCOMHO-
LOMVIHAHTHOMY MYTW, FeHETUYECKUA AedeKT U BUOXMMMYECKUe MapKepsbl
He BbISACHEHbI.

3 Tun - runepTpoduyecknii HeBpuUT (60ne3Hb LdexepnHa-CoTTa) €
ayTOCOMHO-AOMWHAHTHOW mepefayeil. WmeeTcs pgBa nogtmna:  3A
(17pl 1.2), 3B (1g22-g23) v aHanorumyHble ¢ 1-m NOATUMOM 6GE/IKOBblE Ha-
pYyLLEeHYS.

4 Tun - ayTOCOMHO-peLleccvBHas opma umeeT 3 nogtina: 4A
(8g13-g21.1), 4B (l1g23), 4C (5923-g33). A HMX TaK >Ke He BbIACHEH
XapaKTep reHHbIX MyTauuiA n GUOXMMUYECKINIA AedeKT.

5 Tun - X-cuenneHHast opma (Xgl3.1) ceAzaHa ¢ geneumweid n To-
UeYHOI MyTaLMel B reHe, UHAYLMPYHOLLEM CUHTE3 «KOHHEKCUHA 325.

KntoueBble AnarHoCcTUYECKUE NPU3HAKM:

1 TvnoTpotns MbILLL, HAYMHAETCS C AUCTabHBIX OTAENO0B HOF C Noc/e-

JyIoWMM MeANeHHO BOCXOAALLMM PacrpoCcTpaHeHeM Ha Apyrue oT-

Jenbl.

2 Hanunuve Ha paHHeii cTagumn (acuyKynsumii 1 cnasmMoB MbILLLL B 30HE
rmnotpotuu.

3. Hepeakn HapyLueHWs 4yBCTBUTENIBHOCTU MO MOSIMHEBPUTNYECKOMY
Tmny.

4. CHWXeHVe CKOPOCTY NpoBedeHUs curHanos npu SMIT nccnegoBaHnm
WK 3MEKTPOANArHOCTHKe.
5. CeMmeliHblli xapakTep 3ab60neBaHus.
TeueHre MeNIeHHO NporpeccupyoLlee (kpome 3 Tuna).
JudhdpepeHumansHas AnarHocTUKa pasfiMuHbIX TMNoB 60n1e3Hu LLlapko
- Mapu - TyTa BO3MOXHa C y4eTOM TUMa HaCMefoBaHKs, XapaKTepa Teye-
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HWA, HO MOSIHOCTBKO PELUUTL BOMPOC BO3MOXHO TO/IbKO MPW MPOBELeHUU
JOHK-gnarHoctuku.

JleyeHve cumMnTOMaTUYeCKoe. HeKOTOpoe OT/IMYME B JIEYEHUN UMEKOT
JeMuenuHusvpytowme opmMbl, YTO ByZeT OCBELLEHO Ha Npumepe UHTep-
CTULMAIbHOTO HeBpUTA.

FUnepTpodIMecKnii UHTepCTULMAbHBIN HeBPUT exkepuHa-CoTTa
(G60.0)

Bnepsble onucaH J. Degerine n J. Sottas B 1893 r. y 6paTa 1 cecTpbl
nof Ha3BaHWem "AeTCKUA TrMNepTPONYECKUA MHTEPCTULMA/BHBIA HEB-
put". B HacTosLLee Bpemsi, Kak OTMeYeHO BblLLe, BbIAENAIOT 2-e ero pasHo-
BugHocTM - TN 3A 1 3B B 06LLeli rpynne HaciefCcTBEHHbIX MOTOPHO-
CEeHCOpHbIX HeBponaTtuii LLlapko - Mapu - TyTa.

Tvn HacnefoBaHWA - ayTOCOMHO-AOMUHAHTHBIA. Tun 3A cBsi3aH C TO-
YeYHOI MyTaumeli reHa OTBETCTBEHHOrO 3a CUHTE3 «b6enka P22 nepudepu-
4eCKOro M1eanHa», JIOKaNM30BaHHOrO Ha KOPOTKOM nfeye 17-/ XpoMoco-
Mbl (17p11.2). Tun 3B - C TOYEYHOW MyTauuei reHa, NOKaM30BaHHOIO Ha
1- xpomocome (1g22-g23), 1 AeTEPMUHMPYHOLLETO CUHTE3 «benka PO ne-
pUghepUUecKOro M1eanHa.

MaToreHe3 u naTaHaToMMA. MPU MUKPOCKOMMYECKUX UCCNEA0BaHM-
X BbISBNAETCS YTONLLEHME Nepudepuyeckmx HepBOB KOHEUHOCTEN, nepes-
HWX W 33HUX KOPELUKOB. MMCTONOMMYECKMMM METOLaMU 06HapYy)XXMBaeTCs
paspacTaHue COeavHUTENbHOW TKaHW 060M104eK HEPBOB: 3HAOHEBPUS, Me-
PUHEBPUSA, 3MMHEBPYS, UTO BbI3bIBAET CAABMMBaHME U AereHepaLmio HepBs-
HbIX BO/IOKOH. B CMMHHOM MO3re BO3MOXHbI AUCTPO(PUUECKME UMEHEHMA
KpaeBOM 30Hbl NepejHUX POroB, BOMOKOH 3afHMX KaHATUKOB, CNHOLepe-
6ennApHbIX NyTel.

KntoueBble AMarHoCTUYECKME NPU3HAKK:

1 MporpeccupytoLias aTpotus MbiLLL, HUXKHUX (YaLle) 1 BEpXHUX KO-
HeYyHoCTell Hapsgy C YTOMLEHNEM neputepuyeckux HepBoB, 3ameT-
HbIM MPY OCMOTPE - BO3BbILLAIOLLMECA TSHKM MO KOXEW, uin npu
nanbnawuy HepBHbIX CTBOJOB - 60/E3HEHHbIE Y3E/K.

2. CeMeliHbIll XapaKTep paccTpoicTBa.

3 [l0BOMbHO 4aCTO BO3HMKAKOT 60/M NO X0o4y Nepudepnyecknx HepBoB,
CUMMTOMbI HATSXKEHUS.

4. BO3MOXHbI HapyLUeHUs YyBCTBUTENbHOCTU, BAMble MNapesbl, CEHCU-
TUBHas aTakcus.

5 OTMeueHHble CUMMTOMbI MOFYT COYETaTbCA C aHM30Kapuel, M1O30M,
cumnToMoM Apraiina-PobepTcoHa, cnabocTbio OpaibHOW U T1a3HOM
MYCKynaTypbl, YTONLIEHVEM Ty6.

6. CHWXeHVe CKOpOCTU NPOBeEeHUs HEPBHOIO MMMYy/bca No nepudgepu-
YyeckuMm Hepeam 0 10 u meHee M/cek. B nnKBOpe BO3MOXHO NOBbI-
LUeHMe 6enKka.
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OndcbepeHumanbHas guarHocTuka. MpoBoanuTcs ¢ aTakcueid ®pua-
paiixa, ApyrvMu (opMamn HacnefCTBEHHbIX HEBpOMaTuiA, BoCManMTe/lb-
HBIMW 1 Ip. HeAponaTusMu.

TeueHre. HaunHaeTcs 60/1€3HL NPEMMYLLECTBEHHO B IETCKOM W tOHO-
LUECKOM BO3pacTe, MEANEHHO MPOrpeccupyeT, UHOTAA BO3MOXHbI pemMuc-
cum.

JleyeHne cUMMTOMATUYECKOE, MPOBOAUTCS C UCMOJb30BaHNEM O6LLE-
YKPEMSOLWMX U HOOTPONHbIX MpenapaToB. OTAe/bHble aBTOPbI PEKOMEH-
OY1OT TNIIOKOKOPTVKOWAbI B CPEAHUX TepaneBTUYECKUX [03aX, UTO MOXET
CMoco6CTBOBATL PEMUCCUSIM.

Bone3Hn HePBHO-MbILLEYHOr0 cC1Hanca

Bcneacteme  reHeTMUECKW 06YCIOBNEHHbLIX M3MEHEHUIA B CTPYKTYype
CMHArcoB, Y 1L, C 3TUMM 3a60/1eBaHUSMI MPOMCXOAUT HapylLeHKe nepe-
[adn CUrHasoB C HEPBHOTO BOMIOKHA HA MbILLLY, TEM CamMbIM paccTpau-
BAlOTCA [BUraTe/ibHble (yHKUMM. BO3MOXHLIMU CTAHOBATCS MOBbILLEHWE
MBILLIEYHOTO TOHYCA, MapOKCU3MAaSIbHOE CHUXKEHME MbILLEYHOrO TOHYCA,
MOBbILLIEHHAs MbILLEYHAs YTOMISIEMOCTb U Ap.

MuoTOHUN

Kak 1 npu npeablaywmx HacneACTBEHHbIX PacCTpoiicTBax, rpynna
«MUOTOHUIA» BK/HOYAET LieMbliA psif, 3a60/1eBaHNiA, BCTPEUAIOLMXCS C pas-
JINYHOI YacToTOl. B UaCTHOCTW Clofia BXOAAT: AUCTPO(MS MUOTOHMYECKas
LLITeliHepTa; XOHAPOAMCTPOMIYECKas!, NeKapCTBEHHas, CUMITOMATMYeCKast
MWUOTOHWW; BPOXAEHHbIE MUOTOHMM TOMCeHa, bekkepa; HelipoMUOTOHKS
Mcaakca; NapaMUOTOHIS BPOXKAEHHAs; NCEBAOMMUOTOHMS. Mbl PaCCMOTPUM
[ABe, Hanbonee YacTble pasHOBUAHOCTM.

MuoToHna TomceHa (G71.1)

Tvn HacnefoBaHMA - ayTOCOMHO-LOMMWHaHTHbIA. [laTonornyeckuii
reH, AeTePMUHMPYIOLLMIA paboTy «MbILLEYHOTO XJI0PUAHOIO KaHana», fo-
Kann30BaH Ha A/IMHHOM Mede 7 XpPOMOCOMbI (7023-35). AHanormyHyto
NOKaNM3aLmMi0 NaTonorMyecknii reH UMeeT M NPU PeLeccUBHON topme
BPOX/EHHOW MUOTOHUM (Bekkepa), KAMHUYECKW TPYAHO OTIUYMMON OT
MWUOTOHUM ToMCeHa.

MaToreHe3. ®eHOMEH MWOTOHWU OOBACHSETC HECTabUIbHOCTHIO
MeM6paHbl MbILLIEYHOrO BOJIOKHA, YTO BbI3bIBAET MOSB/EHWE MOBTOPSHO-
LLMXCA MMMY/IbCOB BC/EL, 38 OAMHOYHLIM CTUMY/IOM WM KOPOTKUM Nepuo-
[OM COKpaLLleHVUa MbiwLbl. oBTOpAIOLWMECS MUOTOHUYECKUE WUMMYNbChI
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BO3HWKAIOT He CMOHTaHHO, a B pe3y/ibTaTe MPOU3BOJIbHOTO COKPALLEeHWs
W BHELLIHETrO BO3LENCTBMS.

K/toyeBble AMarHOCTUYECKUE NMPU3HAKN:

1 lMposBnseTca ¢ rpyfHOro Bo3pacra.

2 3amennieHa hasa paccnabneHuss Mbilll: nocne nfava y pebeHka

MefifIeHHO paccnabnsfeTca NNL0; HEBO3MOXHO ObICTPO pa3kaTb Ky-
NaK; MepKyccus MblLLLbI BbI3blBaET PasBUTUE MbILLEYHOIO Ba/IVKa B
MeCTe HaHeCeH1s yaapa, KOTopbIii Mef/IeHHO McYe3aeT U T.A.

3. "ATNeTMYeCcKuit" XapaKTep TeNOCNOXEHUS.

4. YMeHbLUeHWe MbILLEeYHOR 6/I0KMPOBKU MO Mepe “BpabaTbiBaHWA".

5 Mpn SMI aKTVBHOE [BWXKEHWE UMW MEPKYCCUS BbI3bIBAKOT NOSB/E-

HMe BbICOKOYaCTOTHbIX paspsgos (100-150 I'w), BHavane yBenmum-
BAIOLLMXCS, a 3aTeM YObIBAKOLLMX NO aMnanTyge ¢ NPOoSOIKUTE N b-
HOCTbO 0K0/0 500 MCeK.

6. CeMmeliHbI XapaKTep 3ab0/1eBaHu.

TeueHne. 3aboneBaHue NPOTEKaeT MATKO, Yallle He Nporpeccupyer,
MHOrAa C BO3PacTOM MUOTOHUYECKUI (heHOMEH YMEHBLLIAETCS.

JleyeHne cumnTomatunyeckoe. HasHayaloT audeHnH no 100-200 mr
[1Ba pa3a B AieHb Unm HoBokanHamug no 250-500 mr 3-4 pasa B feHb. B 14-
XKenbIX Cryyasx MpeanpUHUMAlOTCA MOMbITKM Ha3HauYeHWst TIHOKOKOPTU-
Konaos. OTMeyeH ath(heKT OT MHIMOMUTOPOB KafbLMEBLIX KaHanoB (Hude-
JenvH no 10-20 mr 3 pasa B fieHb). Y CUIMBaOT MOTOHUIO Npenapathbl ka-
Nns, KanuincoeperatoLLme AMYpeTKI, NpenapaTbl, NOHMKAtOLLME CofepXKa-
HWe MMNnAoB, 6eTa-610KaTopbI.

JucTpodnueckas MMOTOHUA
(60nesHb LW TeHepTa-Kypuwana - G71.1)

Tvn HacnefoBaHWs - ayTOCOMHO-LOMUHAHTHBIN C NoKanu3aumeli nato-
norunyeckoro reHa B 19 xpomocome. YactoTa 3a6onesaHus 3-5 Ha 100 000
HaceneHus.

KntoueBble KNMHUYECKME NPU3HAKN:

1 Hauano 3a6onesaHus B Bo3pacTe 15-35 feT.

2. Hanunuve nporpeccvipytoLleli aTpotun MblLL, MUa, NIeYeBOro nos-
ca.

3 Hanuuve MMOTOHMYECKOro KOMMOHEHTA (CM. MUOTOHUIO TOMCEHa).

4. Y 85% 60nbHbIX K 25-50 rogam pa3BmBaeTCA KaTapakTa.

5. CeMeiiHblin xapaKTep 3ab60neBaHMs.

TeueHve Med/IleHHO NPOrpeccUpytoLLiee.

OudphepeHumanbHas AMarHoCTUKa OCYLLECTBAAETCA C MUONATUAMM,
MWUTOHMEN TOoMCeHa, APYrMMK peakumm hopmaMn MUOTOHWIA. Ona 60nb-
LUMHCTBA MMOTOHMIA BO3MOXXHa JJHK-anarHocTvka.
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JleyeHne cMMNTOMATMYECKOE, NMPOBOAUTCA KaK MNpu MUTOHUU Tomce-

Ha. 10X0 NOAJAeTCS KOPPEKUMM MpPOrpeccupytollas MbllleyHast cra-
60CTb.

MapoKcusManbHble MUOMIernm

Ipynna 3aboneBaHWid, XapaKTepu3yIOLMXCS NPUCTYNnammu BS/IOrO
napanuya ckeneTHolX mbiwy, 8 MKB X nony4yuna Ha3saHue «[lepuognye-
ckuiA napanny» (G72.3). B Hee BXOAWUT NEpUOAMYECKMiA napainy (cemeid-
HbIiA):

* runepkannemmnyeckmii
* rMNoKanueMumyeckuin
* MWOTOHWNYECKMIA

* HOPMOKa/MeMUYeCKUit

MaToreHe3. B 0CHOBE NIEXUT HapyLLeHVe 0OMeHa WOHOB Kanus, Ha-
TPUS, Ka/bLMA Ha MeMBpaHax HEPBHO-MbILLEYHbIX CUHAMCOB.

Tun HacnefosaHua. [Mepefaya Ana Havbosee YacTbIX KasIMeMUYECKUX
topm (rvno-, runep-, HOPMOKaMeMMU4ecKas) ayTOCOMHO-AOMUHAHTHaS.
Mpn runepkannemmyeckoin opme (17ql3.1—g13.3) ToueuHas MmyTaums B
reHe BbI3bIBAET HapyLUEHME «MbILIEYHOT0 HATPWEBOr0 KaHana, a-
cyobeanHnubl».  Mvnokannemmnyeckas gopma (1q31-632) getepmMmHMpoO-
BaHa HapyLleH1eM (yHKLMN Ka/lbLMEBOTO KaHana (ZurnaponupuauHoBbIii
peuenTop).

O6LuMe KIMHUYECKIE NPU3HAKK:

1 MpncTyn HapacTaroLein MblleyHol cnabocTu BMOTb 40 06e3aBu-
YKEHHOCTW.

2. nnTenbHOCTb NPUCTYMA OT Yaca [0 HECKOMbKUX Hefesb.

3 VI3MeHeHVe KOHLEHTpaLMn WMOHOB CbIBOPOTKW KpOBW (3aBUCUT OT
thopmbl). Mpy runokanmeMmyeckoli (hopme BO BPEMSI aTakKu KOHLIEH-
Tpaumus Kamsa B KPOBU HMKe 3 MMOSL/N, NPU FUNepKanneMmyeckon -
BblLLE 5 MMOJIb/N.

4. CeMmeilHblin XapaKTep 3ab0neBaHus.

5 OTCyTCTBME MPU3HAKOB APYroi NaTofioruy, ConpoBoXaatoLLelics Mu-
OnJiernyeckM CMHAPOMOM.

OudbdepeHupansHas AuarHocTKa OTAeNbHbIX (HOPM OCYLLECTB/IAETCS
Ha 0CHOBaHWW N1abopaTopHbIX AaHHbIX. MWOMIernyeckue HapyLleHms Mo-
ryT 6bITb NPY TUPEOTOKCUKO3€e, NEPBUYHOM r1NepasbLoCTEPOHU3ME, Hed-
POreHHOIN rMNoKanueMuu, Nepeso3npoBKe AUYPETUKOB, OTPaBeHnn bapu-
eM.

JeyeHune. pu runokanueMMyeckom napanuye B MOMEHT NpUCTyna
HasHauvatoT 10 rxnopuga Kanus; npu HeflOCTaTOMHOM adiekTe - uvepe3 1-
2 yYaca elle 5 r. VHoraa Heo6XoAUMO BHYTPMBEHHOE BBeeHUe Kanus. BHe
npucTyna 60MbHbIe AO/MKHBI NOMyYaTh eXeAHeBHO 5-10 I kanus. PekoMeH-
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AyroTca boraTble KanveM NPoAyKTbl: Kypara, CyLUeHble (pyKTbl, MOMOYHbIE
NPOAYKTbl, YPHOC/IMB, KapTOdeSb.

Mpun runepkanMeMmMyecKom napasmye KynupytoLlee AencTeme oKasbl-
BaeT BHyTpuBeHHOe BBeaeHne 40 mn 40% pacTBopa roko3bl uim 20 M
10% pacTBOpa rnokoHaTa Kanbuus. C Lenbio NpoPuaakTUKLA HasHaua-
tOTCS Ca/lypPeTUKM, PEKOMEHAYeTCS OrpaHuyeHre 60ratol Kanamem nuLp.

Mpn HopMOKanMemuyeckoi (opMe pPEeKOMEHAYeTCA AMTESbHbINA
npvem nosapeHHoi conu no 8-10 I exxeAHEBHO.

MuacTeHus (G 70)

B oTAnuMe OT OnNMCaHHbIX Bbllle 60N1e3HeR HEePBHO-MbILLEYHOrO CU-
Harnca MOHOTeHHOe Hac/fefoBaHe MUacTeHUN He [0Ka3aHo. BbickasbiBaeT-
€A NPeAnoNIOKeHUE, YTO MUACTEHUS SBNSETCA NOAUGaKTopraibHbIM 3a60-
neBaHveM. Ipy HEM HacnefCTBEHHbIN JedheKT CUCTEMbI UMMYHWUTETa pea-
N3YeTCa Noj, BO3LeCTBMEM LONOMHUTE/bHBLIX (DaKTOPOB, K KOTOPbIM OT-
HOCAT [eCTPYKTUBHbIE MPOLECChI B BUIOYKOBOM Xenese (TUMOMbI, runep-
nnasws, BocnaieHue). PacnpocTpaHeHHOCTb MUaCTEHUM WCHUCNSETCH Be-
nnunHoi ot 4,5 go 14,2 cnyyaeB Ha 100 000 HacesneHus, 3a60/1eBaeMOCTb
o1 0,25 go 0,9 Ha 100 000. B Benapycu pacnpocTpaHeHHOCTb COCTaB/IseT
5,27, a 3abonesaemocTb 0,48 Ha 100 000 >kuteneli (IMoHamapesa E.H.,
2002).

MaToreHes. MuacTeHnsi pacCMaTpMBaEeTCA Kak K/1aCCUYEeCKoe opraH-
creumgmryueckoe, aHTUTENO-UHAYLMPOBaHHOe T-KNETOYHO 3aBUCUMOE ay-
TOMMMYHHOe 3aboneBaHve. B 80% cnyyaeB 3ab0neBaHMe COMPOBOXAAETCS
MaToNIOrMYeCKMMU M3MEHENSIMM B BMIOYKOBOW Xenese. 0 3ak/IHoUeHUo
MoHomapeBoi E.H. (2002) B HacTosiLLee BpeMs CyLUeCTBYeT 5 OCHOBHbIX
KpUTEpWEB, [OKAa3blBAKOLLMX aHTUTENO-UHAYLIMPOBAHHbLIA ayTOMMMYHHBbIN
XapakTep 3aboneBaHus:

e B cbiBOpoTKe 80-90% 60MbHbLIX ONpPeLensatoTca aHTUTeNa K alle-
TUNXOIMHOBbIM PeLenTopam;

e 3T aHTUTena (knacc G) B3aMMOAENCTBYIOT C aHTUreHamm alle-
TUNXOIMHOBbLIX PELLENTOPOB, HAKanMBasCh B HEMPOMbILLEYHbIX
COeAVHEHVAX;

e KNMHMYeCKas KapTUHA MUACTEHUN BOCMPOW3BOAUTCS HA XKMBOT-
HbIX MyTeM BBeAeHWS UM CbIBOPOTKM (IgG) 6OMbHBIX;

*  MMMYHU3aLMSA XMUBOTHbIX MPUBOAUT K UHAYKLMN Y HUX aHTUTEN
K aueTW/IXOMIMHOBbLIM PeLenTopamMm 1 MosIBNEHNIO KNMHUYECKUX
CUMNTOMOB MWAaCTEHWK;

* CHWXeHWe TWUTpa aHTUTeN K aueTWXO/MHOBbIM peLienTopaMm y
60/bHbIX MPUBOAMUT K CHUMXKEHUIO TSHXKECTU 3a00/1eBaHNS.
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[lokasaHo ¥ 3HayeHWe B NaToreHe3e MUACTEHWM TEHETUYECKUX Hapy-
LUEHWIA, OMpefenstowWmnX HapyLIeHUs VMMYHHO perynsuuu, gyHKumm T-
NMEOLMTOB, UHAYKLMIO UMMYHOPETYNATOPHBIX LIUTOKUHOB.

Ha HacTosilLiee Bpems MMeeTCs HEeCKO/bKO Kfaccumkauuii MuacTe-
HuUM. 3a pybexxoM udalle ucnonb3yetcs knaccugukaums K. Osserman
(1958), KoTOpas BbiAENsEeT:

I. ['nasHylo MMacTeHuio:

* HOHOLLIECKYHO

* B3POC/bIX.

W. 'eHepan3oBaHHy0 MUaCTEHUIO:

¢ MWACTEHWIO HOBOPOXAEHHbIX

* BPOXJEHHYH0 MUaCTEHMIO

* HOHOLLIECKYHO

* B3pOC/bIX

* MO3AHIOI0 MUACTEHMIO.

B ctpaHax CHI™ n benapycu npugepxusatoTcs Knaccudukayym 5.M.

IexTa, H.W. VinbnHoii (1982), xapaKkTepr3yHoLLEein MUaCTEHMIO MO:

* XapakTepy TeueHus: MUACTEHMYECKMe 3MM30[bl, MUACTEHUYECKMe
COCTOSIHUS, NPOrpeccupyroLlas M1acTeHrs, 3/10Ka4ecTBeHHas Mua-
CTeHUs;

* CTeneHn reHepannsaummn ABUraTeNbHbIX PacCTPOCTB:

e JfOKabHble hopmbl (rnasHasd, OynbbapHas, NMUEBasl, CKENETHO-
MbILLEYHaS);

* TeHepanM3oBaHHas (6e3 OynbOapHbIX HapyLUEHWIA, C HapyLLeHWeM
[bIXaHus, 6e3 HapyLLeHUs OblXaHus).

e TSD>KEeCTU [BuraTeNbHbIX PACCTPONCTB: Nerkas, CpefHeid cTeneHu
TAXKECTU U TSHKeNas;

* VHTEHCUBHOCTW BOCCTAHOBNEHUS MPU NPUeMe aHTUXONUHICTepas-
HbIX NpenapaToB (NofHas KOMMeHcauusl, HemosHas KoMMeHcauus,
naoxas KomneHcauus).

MoHamapesa E.H. v coasT. (2001) npegnaratoT BblgenaTh creaytome
XapaKTepUCTUK/A MUACTEHWN:

* 10 OCOGEHHOCTAM TeYeHWUs: UHTEPMUTTMPYIOLLAsA, CTalMoHapHas,

MporpeccupyroLLas 1 3710Ka4ecTBeHHas;
* M0 CTEMNEeHN reHepanm3aunn: reHepann3oBaHHas U TPU NOKaNbHble
(rnasHas, rNOTOYHO-NNLEBAs, CKETETHO-MbILLIEYHas);
* 10 CTENeHN THXKECTU: Nlerkas, CpefHss, Tsxenas,
* 10 CTeneHn KoMneHcauun Ha AX3I: nosHas, HenonHas 1 nnoxas,
* M0 BO3PaCTHOMY acnekTy: HeoHaTasibHas (TPaH3UTOpPHas), BPOX-
[leHHas, IOHOLLIECKas, 3peioro Bo3pacTa, Mo3aHss;

* 10 COCTOSHUIO BUNOYKOBOMN >KeNesbl: TUMOMOreHHas Npy Hannumu
3/10Ka4YeCTBEHHOW WM [O6POKaYeCTBEHHON TUMOMbI, TMMOreHHas
MpY HaIMYUW TUNep-, HOPMO-, TUMON/A3UN BUMIOUKOBOI YXenesbl.
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KntoueBble AnarHoCTUYeCKue NpusHaKu:

1 BefyliMM KIMHWYECKUM MPU3HAKOM SBASETCA MbllLeyHas cnabocTb,
HapacTalolas BO Bpems BbIMNOHEHUs AelcTBMA. Mpu NOKanu3oBaH-
HbIX (POPMaXx 3TO KacaeTCs rnasoABuraTe/ibHbIX MbiLL, (FrasHas qop-
Ma), A3blKa, FNIOTKW, ropTaHn (rnoTo4YHO-IuLeBas opma). Mpu reHe-
pann30BaHHON (DOPME - MbILLL, KOHEYHOCTElA, Ty/0BULLA, BO3MOXHO
BOB/IEYEHME B NATOMOMMYECKUi MPOLECC U MbILL, WHHEPBUPYEMbIX
YeperHbIMU HepBamu.

2. YnyulleHVEe MBILLEYHON AesTeNbHOCTM NOCNe BBEAEHWS aHTUXOU3-
CTepasHbIX Npenapatos (MPO3epyH, Ka/IMMUH).

3 OMI paHHble, Bu3yanusupytowme (eHoMeH Y6bIBaHUS BeMYMHBI
MbILLEYHbIX MOTEHLMAI0B NpU (I3NYECKOA Harpyske 1 BO3pacTaHus
nocne otapixa, unn eeefeHus 2 mn 0,05% pacTeopa nposepuHa noj-
KOXHO, unu 2 mn 0,5% pacTBopa KaMMUHa BHYTPUMbILLEYHO.

4. OTCyTCTBME MPU3HAKOB APYrvx 3aboneBaHWin UM MHTOKCUKALLUIA,
CMOCOBHBIX BbI3BaTb MUACTEHNYECKUI 3theKT.

5. OnpefeneHHoe 3Ha4eHWe MPUAAETCA U COCTOSHUIO BUIOYKOBOM dKe-
Ne3bl N0 AaHHbIM NHEBMOMeAnacTuHorpagum, MPT, KT, cumHTUrpa-
thun.

JudhepeHumanbHasa anarHoCcTUKa NPOBOAUTCS C MUACTEHUYECKUMU
CMHAPOMaMU MpY TUPEOTOKCWMKO3e, TUNOTUPeo3e, Nepefo3vpoBKe TpaH-
KBW/N3ATOPOB, [J/IUTENIbHOM YMNOTPe6/eHnn aHTUOMOTUKOB U3 FpynMbl
aMWHOIMINKO3MAOB,  CTPENTOMULUMHA, MOMMMNENTUAHLIX  AaHTUOUMOTUKOB
(KONANCTWH, NOAUMUKCUH B), MOAMMUO3NTOM, CTBOMOBLIMU OMYyXOMAMM,
paccesiHHbIM CK/IepO30M.

JleyeHue.

1 B KayecTBe CYMMTOMOTUYECKON W NOAAEPXMBAIOLLEA Tepanun Ha-
3HAYalTCA  aHTMXOMMHACTepasHble Npenapatbl: NPo3epuH no 15 mr
yepes 3-4 yaca B TabneTKax Uan B UHBEKUMAX; KaimMuH no 0,06 - 2-
4 pasa B [ieHb.

2. Okcasun (MuTenasa, aMbeHOHWYM Xnopug) - npenapar MeHe TOKCU-
YeH, Yem Mpo3epuH 1 B 1,5 pasa akT1BHee Ka/MMUHA. BbinyckaeTcs B
Tabnetkax no 1, 5, 10 mr. Jlyuile geACTBYET Ha MblLLLbI TY/TIOBMLLA U
KOHEYHOCTEMA.

3. Ybpetung - AX3I gantensHoro geinctens (4o 24 4acos). Bbinycka-
eTcA B Tabnetkax no 5, 10 mr v B amnynax no Imn (1 mr). O6bnagaet
BbIPKEHHbIM XOMMHEPTNYECKUM 3((EKTOM. PEKOMEHAYIOT HauMHATb
NeyeHwe ¢ NOAKOXHOro BBeaeHus 0,5 Mn npenapara.

4. T1aToreHeTMYeCKon Tepanmeli CUMTAETCA MMMYHOCYTPECCUBHASA Tepa-
nusa. Hambonee 4acTo MCNOMb3ylOTCS KOpPTMKOCTepouabl. Vmetotcs
pasnyHble CXeMbl Ha3HaYeHUs MPeAHU30/10HA: B HapacTatoLLein 4o3u-
pOBKe A0 AOCTVXEHWS CpefHeTepaneBTUYeckoi ao3bl 50-100 Mr; B
yOblBatoLLet, Korga nepoHavaibHO Ha3Ha4yaeTCsl MakCMasibHas 4o3a
C eXe[HeBHbIM NPUEMOM WN NPUEMOM Yepe3 fieHb W MOoC/eayoLLmM
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CHWKEHMEM [03bl O MOAAEPKMBAIOLLEA. MOXET 6bITb MCMO/b30BaH

asaTMonpuH B HapacTaroweld gose ot 50 go 150-200 mr/cyT.

5. Mnasmacepes. NokasaHnem A1 ero NpPoBeAeHMst CAYXXUT OCTPOe Ha-
Yyano MUACTEHUW, MUACTEHUYECKUIA Kpu3, He3IPMEKTUBHOCTL APYrMX
METO/0B.

6. MpoBoAATCs McnbiTaHUA 3h(EKTUBHOCTY MpenapaToB BHYTPUBEHHO-
ro UMMYHOTr106y1MHa MPU MUACTEHNN.

7. TUM3KTOMMSA MOKa3aHa: Mpu HaIMynmM TUMOM; BCeEM 60/bHbIM reHepa-
N30BaHHOM POPMOIA; MPU TSHKENOM TEUYEHUW NOKasIbHbIX (HOpM; Mpu
OTCYTCTBMM 3(h(heKTa OT KOHCEpBATUBHOW Tepanuun. PekoMeHayeTcs
NPOBOAMTb TUM3KTOMUIO MOJIOABIM XKEHLLMHAM, HaMEepPEBAOLMMCA B
OyayLLEM UMETb [eTel.

TeueHne TpyaHO npeackasyemoe. Kak npaBuno, 6one3Hb focturaet
CBOEro nvka 4yepes 3-5 net, Mocne Yero KAMHUKa 3Ha4MO HE MEHSEeTCS.
O60CTpeHNss MOryT 6biTb CNPOBOLMPOBaHbI GEPEMEHHOCTLIO, CTPECCOM,
ApyrMu 3a6011eBaHNAMM.

MporpeccupytoLne MbllleyHble UCTPOdNM

B aTy rpynny BXoauT psj 3a60neBaHuWii, UMEIOLWMX, MOMUMO OBLLUMX,
onpeAeneHHble Ho30cMeLupuYeckne NpU3HaKKy, pasHble TUMbl HacneLoBa-
HWS, CBSI3aHHbIE C Pa3/INYHbIMK BUOXMMUYECKUMUN HapywweHuamu. MKB X
B nogrpynny G71 «[epBUYHbIE MOPAXKEHNS MbILLLY BKIHOYAET CNeayto-
LI.LI/IB (hopMmbI AMCTPONIA:
* ayTOCOMHYI PELECCBHYIO AETCKOro TWUMa, HanoMVHALWY AWUCTPO-
tuto [rowweHa nnm bekkepa;

* [06poKaYvecTBEHHYO Bekkepa;

¢ [0BPOKAYECTBEHHYIO NOMNATOYMHO-MEPOHEANIbHYH C PaHHUMK KOHTpakK-
Typamu 3mepun-Lpeidyca;

* [VCTIbHYIO;

* [/1eY4e/I0NATOYHO-/ILIEBY!O;

* KOHEYHOCTHO-MOACHUYHY!O;

* [Na3HbIX MblILLIL;

* [/1a30-INOTOYHYIO (OKYN0(apuHreasnbHyH);

* 10NaTO4HO-Ma106epLOBYIO;

* 3/10Ka4ecTBeHHYI0 [loLleHa.

KntoueBble AMarHoCTUYECKMe NMPU3HAKW JAHHOI Fpynnbl:

1 TMporpeccupytowas aTpous Mbilll,. 30HbI U CTENEHW aTpoduK, CKO-
pOCTb HapacTaHWa 3aBUCAT OT (YOPMbL.
2 HapacTatowas napaiienbHO aTpousm MbllleyHas ¢nabocTb ¢ CooT-

BETCTBYIOLLMMM ABUraTeNIbHbIMU 3aTPYSHEHVAMM.
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3. BMOXMMMYECKME MPU3HAKW HapYLLEHWS! KPeaTMHOBOr0 06MeHa: Kpea-
TUHYPWS, YMEHbLUEHNE 3KCKPELMU KpeaTUHKMHA C MOYOIA; BO3pacTa-
HUE B AECATKU-COTHU pa3, 0COBEHHO Ha PaHHUX CTaAuWsX, aKTUBHOCTH
CbIBOPOTOUHO KpeaTugoctokmnHasbl (CKPK).

4. VI3MeHeHMsi Ha MuorpaMmax, OTpaXarolime MOPaKeHWe MbILLIEYHOM
CUCTEMbI; "KO/IMYECTBEHHbIE" M3MEHEHMUS MOKas3aTeNei Npy 31eKTpo-
[MarHocTuke.

5. OTCyTCTBME MPU3HAKOB NOPAXKEHUS NepUdepruyecKux HepBoB, CMUH-
HOro Mo3ra Wnm Apyrux 3a6oneBaHWiA, CONPOBOXAAIOLLMXCS MUONa-
TUYECKUM CUHAPOMOM.

6. CeMeliHbIi XapaKTep pacCcTPOIACTBa.

Oco6eHHOCTN OTAENbHbIX hOpM
McesgormnepTpoduyeckas popma JroweHa (G71.0)

ABnsieTcA O0AHOW U3 Hambonee yacTbix dopm (3,3 Ha 100 000 Hacene-
HUA nam 14 Ha 100 000 HOBPOXAEHHBIX) C X-CLEN/IeHHON nepefayeil, HO
He eJMHCTBEHHOI B rpynne MUonaTuiA ¢ aHanorMyYHbIM TUMNOM HacnefoBa-
HUA. [Joka3aHo, YTO BapurabenbHOCTb NCeBLOrMNepTPoUYecKnx X-cuen-
NeHHbIX (hopM AeTepPMUHMPOBaHa BO3MOXHOCTHIO MOMOMKW B PasinyHbIX
yyacTKax reHa, 10Kanm3oBaHHOM0 B X-XpoMocome (Xp21.2) n oTBevaroLLe-
ro 3a cuHTe3 Genka gucTpoduHa. Hambonee 310KauYeCTBEHHOE TeueHue
nmeeT hopMa [owweHa - 60nbHble AOXMBalOT A0 12-16 neT, Havbonee
nobpokayecTBeHHOe - (hopMa bekkepa, Npy KOTOPOW 60/bHbIE MOFYT CO-
XpaHATb CNocobHOCTL NepeasdkeHns 1 B 30-40 neT.

K/oyeBble AuarHoCTUYeCKUE NPU3HaKW:

1 MceBporvnepTpOMMA MbiLLL,, 0CO6EHHO UKPOHOXHbIX.

2. Bbicokas aktmBHOCTb CKPK Ha JOKNMHNYECKUX U PAHHWUX KIMHU-

Yeckux ctaausax 3abonesanuns (8 10-100 pa3 BbliLLe HOPMbI).

3. CeMeliHOCTb MPOSB/IEHMSA Y AL, MYXCKOr0 Mnosa.

4. Hanuuvie heHOTUNMYECKMX NPU3HAKOB Y MaTepy.

5. ConyTcTBYIOLLME NPU3HAKN MUOKaPAMOLUCTPO(UN.

(Mpn nHakTMBaUMM "'300POBOIA" X-XPOMOCOMbI BO3MOXHO pa3BuTMe
KVHWKX MyonaTum [loLieHa y 1L, XXEHCKOro nona.)

Bbicokas aktuBHOCTb CK®PK y nnoga, NOpaxXeHHOro JaHHbIM 3abone-
BaHWeM, Hapsagy C UMTOTeHeTUYecKUMW, reHeasornyeckumu, JAHK-
30HJOBLIMX METO4aMU AUarHOCTWKM MO3BOMAET OCYLLECTBAATL MpeHa-
TabHYIO AMArHOCTUKY W MPOrHO3vpoBaHue.



KoHeyHoCTHO-noscHas muonaTus (MmonaTus 3pba- G71.0)

YacTtoTa BcTpevaemocTn 1,5: 100 000 HaceneHws. B HacToslLiee Bpems
OMMCaHO 2 reHeTUYecKUX Tuna faHHoro 3abonesaHns n 10 noatunos. A3
HVX nogTunbl 1A 1 1B MMeloT ayTOCOMHO-AOMUHAHTHYIO Nepejayy C He-
M3BECTHbIM MOKa XapakTepoM 6MOXMMMYECKOro AedekTa v TMna MyTaumi
reda. Mogtvnbl 2A-H nepeparoTcd Mo ayTOCOMHO-PELIECCUBHOMY TuMy,
419 60MbLUMHCTBA U3 HMX YCTaHOB/EH XapakTep MyTaumu 1 fioKanusaums
NaToONOrMYECKOro reHa. bBUOXMMUYECKMIA fedheKT CBA3aH C 6eNKOM «Kan-
navH-3» (2A) unn ¢ pasHOBMAHOCTAMM GeNika «CapKornnKaHa.

K/toyeBble AnarHocTUYecKne npusHaku:

1 Havano 3aboneBaHve B Bo3pacTe 14-16 neT, nposBasetca cnabo-
CTblO, @ 3aTeM aTpo(Meil MbILLL, TA30BOro Mosica, NO3Ke aTpouu
pacrnpoCcTPaHATCH Ha MbILLLbI CMUHbI, XMBOTA, BEPXHUX KOHEYHO-
CTel.

2 CeMeiHOCTb NPOSB/IEHNA NPW NPEUMYLLIECTBEHHO PELIECCUBHOM TU-
re repegaun.

3. MOoXeT uMeTb MeCTO NOBbILLEHUS akTUBHOCTU CK®K.

4. Cneyudmryeckre Muorpapuyeckmne N3MeHeHNs (CM. BbILLE).

JvddepeHupanbHas AMarHOCTMKA pasHbIX MOATMIOB BO3MOXHA Ha
ocHoBaHuM [OHK-AnarHOCTVKKW; [OMNOMHWUTENbHAA WH(OpMaUns MOXEeT
6bITb NONYYeHa BUOXMMUYECKMMU METOLAMU.

JlnuenonaToyHo-nneyesas hopmallaHaysu-Ae>kepunHa (G71.0)

BcTpeuaetcs ¢ yacTtoToli 0,9:100 000. MepefaeTcs Mo ayTOCOMHO-0-
MWUHaHTHOMY TUny. MaTonormyeckunii reH 0KasmM3oBaH Ha A/IMHHOM nede
4-ii xpomocombl (4g35), GOXUMUYECKUIA MApKep He YCTaHOB/IEH.

KntoueBble AMarHoCTUYECKUE NPUSHAKU:

1 HaunHaeTcs 3a6onesaHue B Bospacte 20-25 fieT.

2 lNepBOHaYa/IbHO aTpoMM PErncTpupyroTcs B 061acTU NIeYeBoro

rosica, NPOKCMMa/IbHbIX OTAEN0B PYK, La.

3. MeaneHHO Mporpeccupyer, MPOAO/MKUTENBHOCTb XKM3HW  3HAUU-

TeNbHO He CTpafaerT.
4. CeMeiiHblii xapakTep 601e3HV ¢ AOMUHAHTHbLIM TUMNOM Hac/nefoBa-
HUA.

5. AKTMBHOCTb CK®PK MOXET He MeHATLCA.

[Lpyrue, nepeuncneHHble B Hauane HaCTOALLEro pasgena popmbl MUO-
AMCTPONIA OTHOCATCA K PeAKUM M MOTYT He BCTPETMTLCS B 0OLLE npak-
TUKe Bpava.

JeyeHvie anga Bcex hopM MUONATWIA CUMNTOMAaTUYecKoe. Takue 60/b-
Hble HY)XAAlOTCH MPeVMYLLEeCTBEHHO B COLMANbHO-TPYAOBOW ajantauuu,
MCUXONOMMYECKOW M NCUXOTEPaneBTUYECKON NoAfepKKe. DPPeKTUBHOCTb



MCNOMb3YEMbIX B HAcTOsILLIEE BPEMS CXEM MEAMKAMEHTO3HOMO /IeYeHNs He
[lOKazaHa.

TeueHne y muonatum [toleHa HebnaronpusTHoe, 6OMbHbIE PEAKO
NOXMBatOT A0 18-20 neT. [ns apyrux gopm 6onee 6naronpusTHoe U mea-
NEHHOe, 0AHaKo, uyepe3 4-6 neT 6GoNbHble MMEKT 3HaYMTefNbHble [BUra-
Te/NbHble OrpaHNYeHms.

OundhchepeHumanbHas AnarHocTuKa OCYLUECTBASETCA C amMMoTpodms-
MKW, MMOMATUYECKUMM CUHAPOMaMMX NPK APYTrUX HACNeACTBEHHbIX W Npu-
06pEeTEHHBIX 3a60/1EBaHNSIX.

NlnTepaTypa
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TEPATONIOINA. BPOXXAEHHBIE AEDPEKTbI
PA3SBATUA. PAPMAKOIEHETUKA.

TepaTonorus. BpoxaeHHble AeeKTbI pa3BUTUS

Hayka TepaTonorvs, 3aH/MaroLLasca 13yyeHnem 3TMosorum, naro-
reHesa, KJIMHUKW BPOXAEHHbIX MOPOKOB (AeeKTOB) pa3BUTWS MOy4nna
Ha3BaHMe OT cfoBa "ypog'", vygosuule (teratos - nart, teras - rpeyeckoe).
CuuTaeTcs, YTO 3TOT TePMUH 6bin BBEAEH B Hay4HbI 06vxoa Vcugopom
CeHT-Vnepom, CbIHOM OCHOBOMOMOXHWKA 3KCMEPUMEHTaNIbHON TepaTono-
rum ITbeHa XXoddpya CeHT-Wnepa (1822). OaHaKO PUCYHKM 1 OMMCaHUA
pasNYHbIX YPOACTB YKa3blBalOT Ha TO, YTO O HUX 334yMblBa/MCb W Me-
LLepHble XXUTeNn ABCTPaIMU, U APEBHEErUMETCKME XYLOXKHUKU, U MUGO-
TBOPLbI peunn (KeHTaBpbl, (aBHbI, CUPEHbI, CHUHKCHI, rapnum, LMKIIO-
nbl). BypHOe pa3BuTWe TepaTonorua noyynuna napansienbHo pasBUTUIO re-
HETVKW, METOAOB TEHETUYECKUX U MEAMKO-TeHETUYECKMX MCCNefoBaHUiA,
3KCMEepPUMEHTA/TLHOM TepaTonorum, SM6pUoori.

Moxanyii, NepsbIM TepaTosioroM Poccy MOXHO Ha3BaTb MMMNepaTopa
MeTpa Benukoro, co34aBLUEr0 W3BECTHYK KaXAOMy OT LUKOMbHUKA A0
crneuuanncTa reHeTmka «KyHctkamepy». Mepsasi Poccuiickas MOHorpacms
no aToii Teme «O603peHVe pa3HOO6pPasVs YesloBEYECKMX YPOLCTB» Hanu-
caHa N.A. 3aropckum B 1811 r. B CCCP pa3BuTue TepaTonormm cBssaHo C
nveHem IM.I". CBeTnoBa, 04HOMO M3 Bedylmx 3mbpuonoros 60-70 gecs-
TbiX rogoB XX Beka. B benapycu Hapg 3Toii npobnemoin pabotan u npo-
fomkaeT pabotatb HWW HacneAcTBEHHbIX U BPOXAEHHbIX 3ab0neBaHuWiA
YyesioBeKa nog, pykoBogcTBoM npodeccopa .. Jlastoka.

Mpwn BCeM TOM, 40 HACTOALLErO BpeMeHW Ans Bpaya bbiBaeT 3aTpys-
HUTE/bHLIM 0CO3HATb TEPMUHbI «CUHAPOM», «MOPOK PasBUTUSA», «aHOMa-
NS PasBUTUS», «TepaToreHes» U T.4. C MeMKO-TeHEeTUYECKUX MO3NLMIA.
TepMUH «CUHIPOM», KaK COBOKYMHOCTb CUMMNTOMOB, LUMPOKO WCMO/b3YeT-
CA KIMHWLMCTAMU W MOHSATEH KaXAOMY U3 HWX. TEPMUH «BPOXKAEHHbIN
MOPOK Pa3BUTKSA» Y Bpaya-npaKTUKa acCoLMUPYETCS C HAMYMEM TOrO UK
[pyroro aeteKkta OpraHoB, YacTeli Tena y HOBOPOXKAEHHOr0, CBA3aHHOMO C
He61aronpuATHBIM BO3AENCTBMEM Ha M0 B NEPUOA ero BHyTPUYTPOOHO-
ro passuTma. C reHeTUYeCKMX e MO3ULUIA «CUHAPOM», KaK 0TMeyvanoch
B NpeabiayLunx NeKumsax, 6anxe CTOUT K KIIMHUYECKOMY MOHATUIO «HO30-
nornyeckas opmax», 1 B rpynny CMHAPOMOB C MEAMKO-TeHeTUYECKMX Mo-
3UUWIA MOTYT BXOAWTb aHOMaNMU AeTEPMUHUPOBAHHBIE KaK FeHETUYECKM,
TaK M OHTOrEeHETUYECKN.

MexgayHapogHas pabodyas rpynna 3KCNepToB MO BPOXAEHHbLIM
HapyLleHnsM  MmopdoreHesa  (Spranger et al.,1982) pekomeHgyeT
onpefensaTe CUHAPOM "Kak KOMMJIEKC MaTOreHeTUYECKN POLCTBEHHbIX
BPO>KEHHbIX aHOMa/niA pa3BUTUA He SABASIOLLMXCA CNeACTBUEM OHOM



aHOMa/INiA Pa3BUTUS He ABAAIOLLMXCA CNeACTBUEM OLHOW CeKBEHLMM win
NOANTOMHOrO fedpeKTa nons pasBuTus "

Moa TepMMHOM cekBeHUMs (NOCnefoBaTe/IbHOCTb) NOHUMAETCS CO-
BOKYMHOCTb HapyLUeHUlid 6epyLUmMX Hadano OT MepBMYHOro (HavasibHOro)
BPOX/JEHHOI0 fAepeKTa, W pacLUMpSIOLMXCA BCNeACTBUE AeTepMuUHaLmu
VMW MOCNEeAYIOLLMX aHOMa/IMIA, TECHO CBSA3aHHbIX C UCXOAHON. MpumMepom
3TOr0 MOHATUA MOXET CMYXXWUTb CUTYaLMs, KOrga OTCYTCTBME OKO/OMAOoA-
HbIX BOZ BbI3blBaeT CBOEOOPA3HbI/i CUMNTOMOKOMIIEKC aHOMa/niA nnoga B
BUE HeoBbIYHOrO INLA, MHOXECTBEHHbLIX KOHTPaKTYp U AethopmaLmnii Ko-
HeuHocTel (cekBeHuys oTTepa). [ocnefHee B CBOKO OYepedb He 3aBUCUT
OT MPUYUHBI NEPBUYHOrO AeheKTa - MasioBOAMS, KOTOPOE MOXET ObITh
CNefCcTBMEM areHe3nn NoYeK, aTpe3nun YpeTpbl U T.4.

Mone pa3BnTuMa NoLpasyMeBaeT ONpeaeNieHHYH YNopsA04eHHOCTb U
Mepapxmio pasHbIX PervoHOB aM6pPUOHA B PasBUTUU. ITW MONS PasBUTMA
pearvpyroT CXOAHbIM 06pa3oM Ha pas/iMuHble MoBpexjatolye (hakTopsbl.
Ecnn BUAoOM3MEHEHHas peakuys KacaeTcsl 6/IM3KO PacroNOXeHHbIX aHaTo-
MUYECKMX CTPYKTYP, TO 3TO 0603HAYAIOT Kak "MOHOTOMHbIA AedeKT nons
pasBuTMa", a ec/iv BOB/EKAKOTCA aHAaTOMUYECKM 6o/ee OTAaeHHbIe CTPYK-
TYpbl - TO 3TO "NOAUTONHbIN AeEKT Nons pasBuTus'.

Bce OCHOBHble MHOXECTBEHHbIE BPOXAEHHbIE AeEKTbI - CUHAPOM,
CEeKBEHLMA 1 NOAMTONHBIA AeeKT Nnois pasBuTuUs BbILENAHOTCSA M3 Hambo-
Nee MHOTOUVC/IEHHON rpynMbl accoumalmii, T.e. Hecny4altHoro Komnnekca
BPOXK/EHHbIX aHOManuii 06Hapy>KuBaeMbIX Y [ByX W 6o/fee nauveHTOB.
HavMeHoBaHMe accoupalym YacTo aeTcs B BUAe akKpoHMMa, T.e. U3 cove-
TaHW 6YKB OCHOBHbIX K/MHUYECKUX CUMMTOMOB, Hanpumep CHARGE
accoumanms, YTo BKIOYAET:

Coloboma - gedekTbl pagyXXKn 1AM cocyancToin 060M104KN;

Heart - BpoXaeHHbIE AetheKTbl cepaua;

Atresia choane - aTpesus x0aH;

Retarded growth - 3aep>xka (i13n4eCcKoro passmTus;

Genital anomalies - aHOMa/ M NOMOBbIX OPraHoOB (FMNOreHUTaIN3M);
Ear anomalies - xapakTepHble aHOMa/INM YLLIHbIX PAKOBUH.

OCHOBHbIMW MOHATUSMW B CUHAPOMOJIOrMU BPOXKAEHHBLIX Ae(eKTOB
ABMAIOTCA: BPOXAEHHBIA MOPOK pasBUTUA, AW3pynuus, gedopmaums u
aucnnasus.

Bpo>kaeHHbIi NOPOK pasBU TS NPeACcTaBAseT co60i Mopgonoruye-
CKWI UNW aHaTOMMYECKWIA AedheKT opraHa, YacTu opraHa unm obnactv Tena
B pe3y/ibTaTe reHe TUYeCKN (MK OHTOreHe TUYECKM) AeTEPMUHNPOBAHHOTO
HapyLLleHWsi SMOpPVOHaNLHON AU epPeHLMPOBKM.
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OV3pyLmns BbIpaKaeTcss B MOP(OSIOrMYECKOM MM aHaTOMUYECKOM
JedeKTe opraHa, 4acTu opraHa Wnv 06i1acTvi Tena, BOHUKLLIEM BCNeACTBME
BHELLIHECPEI0BOTO BO3[ECTBUS Ha MPOLLECC pasBUTUS 3MGPKOHA UK NJlo-

Ja.

Jechopmauysi - 3TO aHaTOMMYECKOe HapylleHue opMbl UK MOJo-
YKEHUs1 OpraHa WM YacTW Tefna B pesy/bTaTe BHELLHMX, Yallle MexaHuue-
CKMX, BO3AeCTBMIA Ha nnog 6e3 HapyLleHWin aMBpUOHabHON andiepeH-
LIMPOBKM.

Ovcnnasus - Mopgonormyeckuii aedekT KNeToK WM TKaHeBbIX
CTPYKTYp B pesynbTaTe reHeTUUecku (MM OHTOTeHETUYECKN) AETePMUHM-

Bpo>K/eHHble NMOpOKM pasBuTus

BcTtpevatotcs y 2-3 13 100 HOBOpOXAEHHbIX. C nosuuuii améprono-
rMm 3TM AedeKTbl KNacCUULMPYIOTCS Ha TPWU OCHOBHBIX K/1acca: BPOX-

113



[eHHble fedeKTbl B pe3y/bTaTe He3aBepLUeHHOro mMopdoreHesa, MOBTO-
pstoLLerocs MopdioreHesa, 1 abeppaHTHOro mopdoreHesa. HesaBepLueH-
HbI MOpOreHe3 SIB/ISIETCA CamMOil YaCTOW MaTonoruen, a abeppaHTHbIN -
camoin pegkoi (Tabnuua 4). MNpaKTMYecKkn BCe BPOXKAEHHbIE MOPOKU pas-
BUTWUSA BO3HMKAIOT B 3MOpMOHanbHbI nepuog (3-10 Hegens 6epeMeHHO-
CT¥), Korga npoucxoanT anddepeHLpoBKa OpraHoB, X0Ta U3 3TOro npa-
BUNA CYLLECTBYHOT UCKNKOYeHus (Tabnmua 5).

Uem Ha 6oniee paHHUX CTagusx 3mMbpuoreHesa BO3HMKaeT AedeKT,
Tem 60/IbLLIE BEPOSTHOCTb BOB/IEUEHWS PSLOM PACMONOXKEHHBIX CTPYKTYP 1
BEPOSATHOCTb (POPMMPOBAHUSA CeKBeHUMM (MOCnefoBaTeNbHOCTA) BPOX-
[EHHbIX MOPOKOB. MOPOKM, BO3HMKLUME Ha Gofiee MO3AHMX CTafusX 3M-
6puoreHesa, valle 6bI1BalOT MPOCTLIMUA. VIAMHOCTPUPOBaTh CEKBEHLMIO MO-
XKEeT CMOXHbIA NOPOK, (DOPMUPYIOLLMIACA BCEL 3a FMNOMNasveii HDKHeEN
UenCTY, Kak CNefACTBUS HapyLLUeHUs NpoLecca HU3BEAEHUs fi3blKa U Mo-
CNeyHOLLEro HesapalleHus Heba. BpoxKaeHHbIe MOPOKM pa3BUTWS B CBOEM
MPOSIB/IEHUN MOTYT ObITb MAHUMA/IbHLIMW (He3apaLleHne AY>XXKU MO3BOH-
Ka) Y MaKCVMaJIbHO BbIPaXEHHbIMU (MEHUHIOMUeNoLene). B nepeom cry-
yae MMHUMa/ILHOTO NPOSBIIEHUA OH OYAET OMpefensiTbCsl Kak Manas aHo-
Manns pasBuTus. CNOXHBIA MNOPOK Pa3BUTKS UM CEKBEHLIMSA TaKXKe MOXET
MPOSBAATLCA B MUHUMATbHOM U BbIP@KEHHOM K/IMHUYECKOM BapuaHTe.
Tak, HanpumMep, CEKBEHLIMS FOOMPO33HLEedaIMM B MUHUMAaTbHOM BapuaH-
Te MOXET MMeTb XapaKTep runoTenopusmMa (CM. TEPMUHOOTMYECKWIA cro-
Bapb), a B Hambosnee TSHKENOM BapuaHTe XapaKTepu3oBaTbCs BPOXKAEHHbIM
MOPOKOM PasBUTWS MOJyLUAPUIA FONI0BHOFO MO3ra M aHOMa/MsMK finLa
(oTCYTCTBME HOCOBBIX CTPYKTYP, FMMOTEIOPU3M, NPEMAKCUIISIPHAs areHe-
3usl C He3apaLleHMeM ry6bl 1 abBEOSIIPHOT0 OTPOCTKA BEPXHEN YEMHCTH).

Auspynuun

YacToTa An3pynuuii oLeHUBaeTca NpuUMepHo BennMumnHoi 1-2 Ha 100
HOBOPOX/eHHbIX. [epBbIM 1ccnefoBaTeneM, Hanbonee NOAHO ONMUCABLLNM
3TOT BWA natonoruy B MoHorpagwmm 1968 roga “"Fetal Malformations
Caused by Amnion Rupture During Gestation" 6611 R.Torpin. MpuunHamu
AM3PYNUMIA CNOCOGHBI SBUTLCA COCYAMUCTbIE (DaKTOPbl, aHOKCUS, WHMEK-
LuW, paguaums, TepatoreHbl, aMHUOTUYECKME THXU, MexaHuyeckune hak-
TOPbI Y AUCNNACTUYECKME MOPAXKEHUS. TUM U TAXECTb AN3PYNLMN 3aBUCAT
0T Cpoka GepeMeHHOCTH, SIoKaM3aLmmM BO3AENCTBMA U CTEMEHW MOBPEX-
[leHNs TKaHel.

Yallle BCero Am3pynuuu BO3HUKAIOT B TeUeHMe MAOAHOro nepuoa.
OfHaKo OHW MOTYT BO3HMKATb W BCMEACTBYE TEPaTOreHHOro BO3AencTBmA
B nepuof 3MbpuoHaibHOro MopdoreHesa, “‘theHokonmpys" BPOXAEHHbIE
MOPOKM pasBUTUA. Hanpumep, aMHMOTUYECKME TSHXKM paHHEro cpoka bepe-
MEHHOCTU MOryT BbI3blBaTb aH3HUehanuto, HesapalleHne rybbl 1 Heba,
peayKUMOHHbIE fedeKTbl KOHeYyHocTeidl. CnoxHO AnddepeHLMpoBaTb
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BPOX/EHHbIE MOPOKM PasBUTMA W AU3PYNLMKM, 00YCNOBNEHHbIE MAaTONOr-
e cocypnos (Tabnumua 6).

Tabnuua 4. MaTonorus MopcoreHesa Kak npuymHa BPOXKAEHHbIX NMOpo-
Ko pa3snTusa (Cohen M., 1997)

Tun naTonorum mMopdoreHe- TpuUMepbl BPO>KAEHHBIX MOPOKOB pas-

3a BATUSA

He3aBepLueHHbI MOpdoreHes:

HepocTtaTouHoe passuTuie OTCYTCTBME HOCOBbLIX XOAO0B, areHesus
MOYKM

"'vnonnasms Muikpouedanms, MUKpOrHaTus

HesaBepLUeHHOe 3aKpbITUe He3sapalLeHre Heba, K0N1o6oMa pasy>Ku

HesaBepLueHHoe pasgeneHne  CUHAAKTUAMS

HesaBepLueHHOe hopMupoBa- [edheKT MeXOKeny104KOBOM Neperopoaku
HWe Neperopoaku

HesaBepLUeHHas mMurpaums JKCTpothms KNoaku

He3aBepLueHHas poTauus He3aBepLUeHHbIA MOBOPOT KULLEYHMKA
HesaBeplueHHas  AecTpykums ATpesns x0aH, MeKKeneB AUBEPTUKYN
paHHei hopmbl

MepcucTeHUMs paHHe foka- KpunTOpxm3m, HW3KO PacnonoXeHHbIe

nmzaumm YILHbIE PAKOBUHI

MosTopsatoLLMiics MopdoreHes IMpeaypuKynsipHble  BbICTYMNbI-NPUAATKYA,
MONMAAKTUANS

Ab6eppaHTHbIIi MopdoreHes MefuacTMHabHAs LMTOBMAHAS XKenesa,

napaTeCTuKygpHas Cenes3eHKa

Lecopmaumnm

3TOT TMN BPOXAEHHbIX Ae(EKTOB 06HAPYXXMBAETCA, MPUGIN3NTENb-
HO, Y 1-2% HOBOPOXAEHHbIX U Hanbonee YacTbiMU M3 HUX SIBSIHOTCS KO-
COManocTb, BPOXAEHHbIN BbIBUX GeApa 1 MNO3MLMOHHBINA Ckonmno3 (postural
scoliosis). Jedopmauuy BO3HMKAIOT NPENMYLLECTBEHHO B MO34HWIA NNOA-
HbI Mepuoj B pesynbTaTe BO3AEMCTBMA TPEX OCHOBHBIX MPUYMH W Npea-
pacnonararoLyx (hakTopoB: MeXaHUYeCK1e NMpUUMHbI, BPOXKAEHHbIE NMOPO-
KV pasBuTUsl, PYHKLMOHANbHbIE MPUYUHBI.



Tabnuua 5. Bpems hopMupoBaHusi BPOXKAEHHbIX MOPOKOB pasBUT KA
(Cohen M., 1997)

Bpo>KA€eHHbIA NOPOK pas3BuTusA HauanbHbli1 cpok hopMupo-
BaHuA
"ononpoasHuethanns 23 fieHb
CvpeHomenus 23 [ieHb
AH3HUehanms 26 feHb
MeHuvHromuenouene 28 feHb
TpaHcnosuums MarucTpasibHbIxX cocyoB 36 feHb
Annasns ny4eBoit KOCTK 38 aeHb
HesapalleHue ry6bl 6 Hepgens
LethekT Mexokenyfo4koBol neperopog- 6 Hepenst
Ku
[JvadparmasibHas rpbbka 6 Hepens
CuHpakTms 6 Hefens
ATpe3ns 12-nepCcTHOM KULLKM 7-8 Hepens
Owmdbanouene (3MOpMOHaNbHas rpbika) 10 Hepens
[Byporas matka 10 Hepens
HesapalleHue Heba 10 Hepens
"'Mnocnaamna 12 Hepens
Kpuntopxusm 7-9 mecsu,

K chakTopam, npegpacronaralolM K pasBuTWO AedopMaLmii, oT-

HocsTea (Cohen M.,1997):
MexaHuueckuie hakTopbl

PurngHocTb MaTKu M abfoMMHaNbHOM MyCKynaTypbl (06bIYHO Coue-
TaeTcs C NepBbIMY Pofamu).

HW3KOpOCNOCTb 1 YMEHbLUEHHbIE pa3Mepbl Tena 6epeMeHHON XeH-
LUMHBI.

"'rnonnasuns Ta3oBOro KonbLa.

"mnonnasus MaTku.

[Byporas maTka.

JleioMMOMBI MaTKM.

HeobblYHOe MECTO UMMIAHTALMUM.

XPOHWUYECKOe NoATEKaHNE aMHUOTUYECKNX BOA.

Manosogue (pasfIMYHON 3TUOMOTUN).

Heobbl4HOe nonoxeHve nnoga.

PaHHee Ta30BOe BCTaB/IeHWe FOMI0BKM M/10Aa.

MHoronnogHas 6epeMeHHOCTb.

BpoxxaeHHble NOpoKU Mioga.
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» bBonbluoii Nnof (BpOXAEHHAsA MaKpPOCOMUS).
e Makpouetanus wm rugpouedanus nioga.
Bpo>KaeHHble NOPOKM pa3BUT WA MAoAa Kak npuunHa fedopMaLinii
e Spina bifida.
 [pyrue BpoXaeHHble MOPOKMN Pa3BUTUS HEPBHON CUCTEMbI MI0AA.
* AreHesus noyek nnoja (2-x CTOPOHHSA).
 BbIpaxeHHas runonaasus novekx.
*  BbIpaXXeHHbI MOAMKUCTO3 MOYEK.
e ATpe3us ypeTpbl.
DYHKUMOHANbHBIE MPUYMHBI
 HeBponoruueckue HapyLieHust (BpOXKAEHHas TMMOTOHNS).
¢ MblLLUEYHbIE HapyLLEHMS.
o [letheKTbl COEANHUTENLHON TKaHW.

MexaHu4eckue npuumHbl fedhopmMaumii Hanbonee YacTbl U BO3HMKaA-
t0T Ha (hoHe runokmHesun nnoga. B uccnegosaHum 4 500 HOBOPOXAEHHBIX
ObII0 MOKa3aHo, YTO CPeAM BCEX HOBOPOXAEHHLIX ¢ Aedopmaumamu y 1/3
[eTeil oTmevanmch e u 6onee gedopmauum (Dunn, 1976 - uwT. Mo
Cohen M., 1997). Ota cekBeHuMs (NOCNEAOBATENbHOCTb) BPOXAEHHbIX
[LeopmaLmin XopoLLo UNNKCTPUPYETCS NPUMEPOM, TAe PUrUAHOCTb MaTKU
ABMISETCA NPUYMHON BO3HUKHOBEHWS Tpex AedopMauii - nnarvouedaniu,
aCUMMETPUU HIDKHEA YeNMOCTM U KOCONAnoCTU Y O4HOTO HOBOPOXAEHHO-
ro.

Y 7,6% HOBOPOXAEHHbIX NPUYMHOW AechopMaumii ABASANC BPOXK-
[eHHble NOpOKM passnTusa naoga (Dunn, 1976 - umut. no Cohen M., 1997).
Havnb6onee yacTbiMM M3 HUX U Haubonee NPOrHOCTUYECKU TSHXKENbIMU SIB-
NATCA BPOXAEHHbIE MOPOKM pPasBUTUS HEPBHOM CUCTEMbI. [puMepom
MOXET CMY>XXUTb MEHUHrOMUesioLene, Korja nepBuYHbIA AeekT B BUAe
spina bifida aBnseTcs npuunHoi nocnefyrowmx LeeKTOB B BMAE BPOXK-
[leHHOr0o BbIBUXa Gefpa v BPOXAEHHOM KOCOomanocTu. [pakTuyeckn Bce
TSKE/bIE BPOXKAEHHbIE MOPOKM MOUYEBOl CUCTEMbI BbI3bIBAOT MaslOBOAME,
4TO, B CBOK 0Yepedb, SBASETCA MPUYMHOWA BO3HWKHOBEHWS CEKBEHLMWM
MoTTep (HeO6bIYHOE ML MNOAA, MHOXECTBEHHbIE KOHTPAKTYPbl KOHEY-
HOCTER).

®YHKUMOHAbHBIE MPUYMHBL  AehopMaLyil  BKTHOUAKOT pasnnyHble
(hOpMbI BPOX/EHHOI TMMOTOHUM HOBOPOXAEHHBIX 1 HEAPOMbILLEYHbIE TU-
Mbl apTPOrpuno3sa. BpoxaeHHas rMMOTOHWS MOXET COYETaThCsl C MUKPO-
rHaTveld, MUKPOr/IOCCHel, BbICTYNAKOLWMMM NaTepasibHbIMU - LLUBaMK TBEp-
[l0r0 Heba, aHOMabHbIMW CrM6aTeNbHBIMU CKMadKaMui KUCTW W CTOMbI,
M/I0CKO-Ba/IbIyCHLIMM CTOMaMK U Apyrumiy aedopmaLmsamu. ApTporpunos
XapaKTepu3yeTcsl BPOXAEHHON PUTMAHOCTLIO KOHEYHOCTEN W (rKcaLmeit
CYCTaBOB B XapaKTEPHOM MOJIOKEHNN.

117



Ta6nuua 6. FeHe3 cocyaucTbix gnspynuuii (Cohen M., 1997)

MaToreHes
Pa3spyLLeHve am6puo-
HalbHOV KanuanspHoi
ceTu

MepcucTeHLys 3MGpKo-
Ha/IbHbIX COCY/10B

MpeXaeBpemMeHHas amny-
Tauys aMGPUOHAMbHBIX
cocy/oB

HapyLueHve co3peBaHust
coCy0B

Okko3Ks (BHELLHee
CLLaBNEHVE)COCYA0B
OkKKnto3ms (ambonmue-
CKUIA TPOM603) cocyaoB

HapyieHuve
MUKU

remognHa-

CTpyKTYypHaa aHoManus

PaHHAA aMHMOTMYeCKast CeKBEHLMSA, KOMMNIEKC
"KOHEUYHOCTb-CTEHKA TYNOBULLA", pefyKLUWUOH-
Hble aHOMa/MKM KOHEYHOCTeld, runomnniasms
HWKHEUeNtOCTHOM 06/1aCTV 1 KOHEYHOCTW.
[JethekTbl KOHEUHOCTEl: paguaibHas annasus,
TUbManbHas annasws, KoconanocTb, annasus
ManobepLoBoi KOCTH.

CeKkBeHUWs NaTonorum NOAKOUMYHON apTe-
pun (cekBeHumn MonaHaa, Mebuyca, Knunne-
nsa-deins), racTpowmsuc, MoAKOBOO6pasHas
MOYKa.

KanunnsipHble reMaHrvombl,
Hble CBULLY, aHeBPU3MbI Bepu.
AHOManuK, cBs3aHHble C felioMvoMamu, ¢
TPY6HOI 6epeMEHHOCTLIO M ABYPOroli MaTKOiA.
MopaHuetanmsa, rugpaHaHuedanus, MUKpoLie-
thanvs, aTpesnst XeNYHOro MNysbips, AUCTaSb-
Has CUHAAKTWUAWA, reMudalmaibHas MUKPO-
COMWSi, aHOPXWM3M [BYCTOPOHHWIA, annasus
KOXMU.

AHOManMK, Bbi3BaHHbIE YMOTPeb/eHeM KO-
KavHa BO Bpemsi 6epeMeHHOCTM.

apTeproBEHO3-

Ouncnnasun

Avcnnasny MoryT BblpaXaTbCA B MPOCTOM BUAE U KacaTbCs KaKo¥i-

NMBo OAHOW TKaHEBOW CUCTEMbI C HapyLUEHWEM WM 6e3 HapyLleHUs
CTPYKTYpbI OpraHa (XOHApOAMCIa3ns), HO MOXET KacaTbCs ABYX M 6onee
3apofpILLIEBbIX IMCTKOB C (HOPMUPOBAHMEM MOSIMMOPMHBIX NPOSBIEHWIA.
Bo3moXHa HeOLHOPOAHOCTb faXe aHaforMuHbIX AUCMIa3uniA No CTeneHu
MX BbIPOKEHHOCTU - TUNOMNMAa3nK, annasuu, rmnepnaasmn u T.4.

MaToreHeTMYeckMe MeXaHU3Mbl BPOXAEHHbIX aHOMainiA  MOoryT
ObITb  pacCMOTPEHbl U C  MO3ULUMA  CUCTEMHOM  CTPYKTYPHO-
(hYHKLMOHa/IbHOV opraHu3aumm opraHusma yesoseka. Mpu TakoM nogxoge
MOXHO BbIE/MTb HECKOMbKO B3aMMOCBA3aHHbLIX B eAuHOe Lenoe ero
YPOBHE: MeTaboNNYecKuil, TKAHEBOW, OpraHHbIA, pervoHanbHbIA. [Ons
MOPaXEHNS KXKA0r0 U3 HIX XapaKTepHa onpefeneHHas crneuudmka (eHo-
TUMNYECKMX W KNTMHUYECKMX nposBeneHnii (Tabnnua 7).

Brionoruyeckunii NoAxof NO3BOASET PacCMOTPETb 3TUOMOMMKD Mep-
BMYHOTO MATO/IONMYECKOro fAedeKTa: TeHHble MyTauuu, XPOMOCOMHbIE
aHOMasMK, TepaToreHHbIe 1 MexaHuueckue Bo3aeiicTeums. OfHako cnefyet
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MOMHUTb, YTO MPOSB/IEHWE NEPBMYHOrO MAaTO/0MMYEcKoro Aedekra BO3-
MOXHO Ha HECKONbKMX YPOBHAX. Hanpumep, HapyllueHue GuoreHesa ne-
POKCMCOM MOXET COMPOBOXAATLCA AMCIMNIA3UAMN, BPOXLEHHbIMY MOPOKa-
MUY pa3BuTUA 1 gedopmanmamm (cuHapom Llennbeerepa).

OfHUM 13 BapMaHTOB K/laccumKalyn BPOXAEHHbIX NOPOKOB ABMS-
eTCs NoApasfefieHne Ux B 3aBUCUMOCTU OT BPEMEHW BO3AENCTBUA BPeLHbIX
(hakTOpOB: rameTonaTuun, 6nactonarunu, amépuonatum, detonatum (Knpu-
nosa N.A., Kpasuosa I".., KpyunHckuii I.B. u gp., 1991).

[ameTOnaTuM - MOPOKW, BO3HMKLUWE BC/EACTBME MOPaXKeHUs Mo-
NIOBbIX K/IETOK, Yalle B UX OCHOBE NIeXXaT reHHble WY XPOMOCOMHbIE Ha-
pyLIeHns nnn Takue hakTopsbl, Kak «nepe3peBaHme MoioBbIX KNETOK», aHO-
Ma/IMm CriepMaTo301aoB.

BnacTonaTwuy - MOPOKW, BO3HMKLUME OT MaTOFeHHOrO BO3AEACTBYA
Ha 6racTouucThbl (Meprog passuTUsA 3apopiwa Ao 15 AHell ¢ MOMeHTa on-
nofoTeopeHus). CnefcTerem 61acTonaTuii ABNAIOTCA ABONHMKOBbIE MOPO-
KW, LMKNOMUS, CUPEHOMENUA U T.4.

3M6pronaTuM BO3HWKAIOT BCEACTBUE MOBPEXAEHUs 3MOpMOHa
(nepuog ¢ 16 fo 44 aHs pasBuTKst). MPUYMHOIA CNyXKaT Yalle TepaToreH-
Hble (DaKTopbl: MeAMKAaMeHTbl, CaxapHblii A1abeT, askoronb, BUPYC Kpac-
HYX¥ 1 ap.
deToOnaTUM - NOBPEXAEHUS N10Aa B Nepuog 0T 9-i Hefenm 4o pofoB. Ux
CUMTAIOT OTHOCUTE/IbHO peaKuMK. TprmepoM ABNSKOTCSA MOPOKU C COXpa-
HEHMEM MEepPBOHAYANILHOr0 PACMONIOKEHUS OpraHoB (KpUMTOPXU3M), npe-
HaTafbHas rMnomnasus Kakoro-nmbo opraHa uan BCero naoga.

Mo 3TMONOrMYeCKOMY MPU3HAKY BPOXKAEHHbIE aHOMa/IMU Pa3aensoT
Ha TpW FPpynMbl: HaCNeCTBEHHbIe, 3K30reHHbIe, MYNbTU(AKTOPUATbHBIE.

HacneacTBeHHble MOPOKM, Kak Y)Ke HeOAHOKPaTHO OTMevanochb B
NeKUWsX, LeTepMUHUPOBaHbI MyTalMAMU B reHaxX, XPOMOCOMHbIMW aHOMa-
nunamn. Mo gaHHbiM F. Fraser (1977) Ha fONtO HacneACTBEHHbIX BPOXKAEH-
HbIX feheKTOB NpuxoamuTcs okono 40% OT BCero Ux Kom4yecTsa.

OK30reHHble MOPOKM, 06YCMOBMEHHbIE TepaTOreHHbIMW BO3AENCT-
BUAMMW, MO MHEHUIO paga uccnegosateneii (Kalter H, Warkany J, 1983) co-
CTaBNAT 40 5% Bcex NOPOKoB. W3 HWMX 2% ABNAKOTCA CleACTBUEM WUH-
thekumia, 1,4% - caxapHoro gnabeTa n meHee 1% CBsA3aHO C BO3AENCTBUEM
[pyrux TepaToreHHbIX (paKkTopoB.

Hanbonee MHOrOUMC/IEHHYIO TPYNMy BPOXAEHHbIX [Le(eKTOB CO-
CTaB/MIAOT aHOMaIMM MyTbTUDAKTOPUANBHOIO reHesa, Ha UX O/ OTHO-
caT 60nee 50% BCex NMOPOKOB.

K HacTosLeMy BpeMeH/ 06LLee YMCIO CUHAPOMa/IbHLIX JOPM MaTo-
noruu npesbicuno 3000. 3a nocnegHve rogpl LWIO aKTUBHOE UX OMUCaHWE.
Tak B 1998 rogy 6b110 onucaHo okono 50 "HOBLIX CMHAPOMOB", B 1999 n
2000 rogax - ye 6onee 180. 1 B TO e Bpems o0 60% onucbiBaeMbIX
CUHAPOMOB TPebYIOT eLle CBOEro BblLENEHWUS B Ka4YeCTBE «HOBbIX» CWH-
Apomos (Cohen M., 1982).
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Ta6nuua 7. Cneundmrka CUHAPOMOB B 3aBMCMMOCT M YPOBHSA HapyLLIEHUS

(Cohen M, 1982)

Tun cuHapoma (ypo- XapakTepHble MpU3Haku

BEHb HAPYLLEHWIA)
[ncmetabonnyeckmin
cuHapom (meTtabo-
N3M)

CvHapoM avcnnasvm
(TKaHW)

CvHApOM MOPOKOB
pasBMTUSA 1 AU3PYNLMA
(opraHbl)

CuHapom gedopmaupmii
(obnacTb Tena)

HoBOpOXAeHHbIE  MMEKT  HOPMa/bHbIV
(heHOTUN C reHepasM30BaHHOM M Mporpe-
LOVEHTHOM KNMHUKOMA.

KnuHnyeckue npu3HakM  OTHOCUTEbHO
CXOJHbI, MO CPaBHEHMWIO C APYTUMW METa-
60/MYECKUMI CUHAPOMaMK.

HeT accoupaumy ¢ BpOXAEHHbIMU MOpO-
Kamm pasBuTy.

Bo3voxHa BeputmMKauMs  MepBUYHOTO
6MOXMMMYECKOTO AedheKTa.
AyTOCOMHO-PELIeCCHBHbI  TUM  Hacneao-
BaHUis1.

MpocToii CMHAPOM AUCMIA3UN: XapaKTepu-
3yeTcs NMopaXkeHWeM TOMbKO OHOrO 3apo-
[bILLIEBOTO INCTKA;

JOMVHaHTHBI UM PELLeCCUBHBIN TUM Ha-
cnefoBaHus

"amapTOHeoNnacTUYeCKNi CUHAPOM:
BOB/IEKAIOTCS 1Ba WM TPY 3aPOJbILLIEBBIX
JINCTKa;

CKMOHHOCTb K HEONNasusM;

006bI4YHO JOMVIHAHTHBIV TN Hac/e0BaHUS.
[1Ba v 60/1ee MOPOKa pasBnTUs y OAHOTO
HOBOPOXEHHOTO.

XapaKTepusyeTtcs aM6pMOHa/IbHO nneiio-
Tponwuei.

Brioxmmmnueckas BepumKalmns HEBO3MOX-
Ha Un pejKa.

3TMONOrWA pasnnyHa - MOHOTEHHas!, Xpo-
MOCOMHasi Ui TepaToreHHas.

HapyLueHue (opMbl 1AM NOOXKEHWS Mep-
BMYHO HOPMaSIbHO CHOPMMPOBAHHBIX Op-
raHoOB W/n yacTeid Tena.

BOMbLIMHCTBO CyvaeB 06bBACHSETCA Ha-
pyLUeHWeM  ABUraTeNlbHOM  aKTUBHOCTU
nnofa (rMnoKnHesms).

O6bIYHO MOPAKAETCH MbILLEYHO-CKe/EeTHas
CHUCTEMa HOBOPOX/EHHOT 0.
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BriepBble CUCTEMATUYECKOE W3OXEHME 3TOTO BUAA KIMHUYECKOI
paboTbl MO BbIAENEHNIO CUHAPOMOB 6bl10 Hayato [pHkoHoM OMUTLEM C
konneramm B 1969 rogy (Opitz J. et al., 1969) 1 NpoA0MKEHO MHOTUMW UC-
cnegosatensimm 1, B yactHocTu, KosHom (Cohen M., 1977, 1982, 1997).
V13 0TeueCTBEHHbIX M3[aHs, MOCBALLEHHLIX 3TOV Npobneme, cneayeT yka-
3aTb Ha kHury C. /. Ko3noBoii ¢ coaBTopamn «HacneacTBeHHbIe CHAPO-
Mbl U MeJMKO-TeHeTUYeCKoe KOHCYNbTupoBaHue» (1987), rpynnbl 6eno-
PyCCKMX aBTOPOB MOA PYKOBOACTBOM .U Jla3toka «TepaTonorus yenose-
Ka» (1991).

[OuarHocTuka u guddepeHumanbHas anarHocTuka

Mpouecc AMarHoCTUKN 1 AuddepeHLNanbHOR AUarHOCTYK BPOX-
[leHHO/ aHOMannn B MepBYHD OYepedb HaMpaB/leH Ha peLleHue BOrpoca,
ABNAETCA M 06HAPYIXKEHHBIN [eheKT M3BECTHbIM WM HEU3BECTHbIM. [o-
Xanyi, 3To Hanbonee TpyaHas 3afjaya, Tak Kak TpebyeT 60/bLUOW UH(Oop-
MaLMOHHOM 6a3bl M OBLUMPHBLIX 3HaHWA Yy crneumanucta. Ecim umveertcs
NpesnonoXKeHe 0 TOM, YTO 06HapyXXeHHbIA CUMNTOMOKOMMIEKC Hen3Bec-
TeH paHee, TO HEOOXOAVMMO PELUUTb, YHUKa/IEH N OH U MEETCS TONbKO Y
[aHHOr0 MaumeHTa, Uiy NoBTOPSETCA Y 2-X 1 6o/ee NaumeHToB. Ecnmn Bpay
nofaraet, 4To CUHAPOM YXKe U3BECTeH, TO Aasiee TpebyeTcs onpesenmTbes:

* SABMISETCS /M OH CEMEMHLIM CUHAPOMOM (COCTaBfieHVe MH(OPMAaTMB-
HOIi reHeasiorMyecKomn KapTbl);

* ABNAETCA /N OH XPOMOCOMHbIM CUHAPOMOM (LIMTOreHeTuYeckoe 06-
cnefoBaHue);

* ABNSETCSA I OH MeTaboNYECKUM CUHAPOMOM (BMoXmMmMmYeckoe 06-
cnefoBaHne)

* He BbI3BaH NI OH BHELUHECPeAOBbIMU BO3AEACTBUAMM (MHCTPYMEH-
Ta/IbHO-NabopaTopHble A0Ka3aTeNlbCTBa ObIBAKOT KpaiiHe 3aTpyfaHu-
TeNbHbIMU). FPYMEPOM MOXET CAYXXMTb OFPOMHBI/ HayuHbIA MaTe-
pvan, NoCBSLLEHHbIA aHaIM3y NOCNeACTBUIA aBapun Ha YepHoObIb-
cKoii A3C.

BaXXHOCTb BbILENEHNS HO30/10MMYECKOM eAVHNLIbI NaTONorM Yesno-
Beka Obl/la 1 OCTaeTCA CMbIC/IOM paboThl Bpaya, Tak Kak OT 3TOr0 3aBUCUT
cyapba uenoeeka. Hanpumep, 6e3 AnarHOCTUKM cuHapoma MapdaHa, na-
LIMEHT MOXET Hab/ofaThCs y opTonesa no nosody AethopMauym rpyaHoi
KNETKW WM CKONMO3a, Y OKY/IMCTa MO NMOBOAY NPOrpeccupyroLLeii Mmonuu,
MoKa He BO3HUKHET pa3pbiB aHEBPU3Mbl aOPThl C TPArMYeCKMM WCXOLOM.
CBoeBpeMeHHasi MarHocTrKa, NpaBW/bHOe BpayebHOe Hab/lofeHMe 1 ne-
UeHve MO3BOAWIN MOBLICUTL CPEAHIOK MPOLOMKUTENLHOCTb XUSHN 3TUX
60MbHbIX C 43 NeT [0 YPOBHsI CPeAHECTATMCTUYECKON (MO 3amafHbIM CTaH-
fapTam go 75 nier).

V3011poBaHHbIe BPOXKAEHHbIE AeeKTbl PasBUTUS, Kak NpaBuio, He
BbI3bIBAKOT 0COObIX TPYAHOCTEN B UX AnarHocTuke. COBCEM MHas CUTyaLus
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HabnoaeTca B 061aCTU MHOXECTBEHHbIX BPOXAEHHbIX Ae(EKTOB pa3Bu-
TUS, rAe SMNUPUYECKUI OMbIT U 3HAHUS O AUArHOCTUKE W fleveHun feTeld ¢
M30/IMPOBaHHBLIMU BPOXAEHHLIMU AeeKTaMm YXKe AB/SETCA He TO/bKO He-
[OCTaTOUHbIM, HO YacTo M OLMO60YHBbIM. KoHcTaTaums y pebeHka BpOX-
[eHHOro fedekTa pasBuTWA CTaBUT Meped KIMHULMCTOM Chedytolime Bo-
npocbl:

* K KakoMy TUMy NaToforMy OTHOCUTCS [aHHbI AedeKT (BpoXaeH-
HbIli MOPOK Pa3BUTWA, AU3PYNLWS, AehopMalys v AUcnnasus);

* HaCKO/bKO YacTO C 3TUM BPOXAEHHbIM [etheKTOM BCTPeYatoTCs ac-
coupmauumn B BuAe ApYrux BPOXAEHHbLIX AedeKToB uin 3aboneBaHuii
KMHUYECKU eLe He MPOosBASIOLLMXCS,

* C KakKOI YaCTOTON AaHHbIN BPOXAEHHbIN Le(EKT ABNSETCA CUMMTO-
MOM CVHAPOM&/IbHOW (hOpMbI NaTonoruu;

* Kakue CUHAPOMbI Hambofiee 4acCTO BCTpeYaroTcs Mpu  JaHHOM
BPOXAEHHOM AedeKTe.

OTBeTbl Ha 3TV BOMPOCHI ABAAKOTCA MePBbIM AUArHOCTUYECKUM 3Ta-
MOM NPaKTU4ecKoi paboTbl CUHAPOMOOra. KoHeuHol Liefbio 3TOro atana
ABMISIETCA AMArHOCTUKA AOMO/HUTENbHBIX BPOXAEHHBLIX Ae(heKTOB pas3Bu-
TS 1 3a601eBaHNI MM LUMarHOCTMKa OnpeaeneHHoro cuHapomMa. B ciyyae
[OMarHoCTUKN CUHAPOMASTBHON POPMbI NATONOrMK B GOMBLUMHCTBE CNyYaeB
CTaHOBUTCA ACHOM JanbHelllas BpayebHas TaKTUKa B OTHOLLEHUM KOHCep-
BATUBHOIO WX OMEPaTUBHOIO NIEYEHNs Y MeAWNKO-TeHETUYECKOrO NPOrHo-
3a B CeMbe 60/MbHOro pebeHka. VH(opmaums 0 NPorHose 4As XWU3HU K
370P0BbSA MPU TOM WY UHOM CUHAPOME MMEET Ype3BblyaliHO BaXKHOE 3Ha-
YeHve n ABNSETCS OCHOBHOW Le/Nblo BpayebHON paboTbl. Kak oTmevanoch
BbllLle, He BCErja 3To MPOCTO peLlaeMble BOMPOChl. M03TOMyY CreLuanucT,
paboTatowmii B fJaHHOW 06/71aCT AO/MHKEH MMETb JOCTAaTOYHbIA JOCTYN K
CYLLECTBYIOLLEN NnuTepaType W 3MEKTPOHHLIM AMArHOCTUYECKUM CUCTe-
MaM, MOyYMBLLIMM LUMPOKOE pacnpocTpaHeHue B MUPOBO MeauLuHe (CM.
npunoxexue «lMepeyeHb MCTOYHNKOB UH(OPMALAK MO FEHETUYECKM CUH-
LpoMam»).

KnvHnKa BpPOo3BAEHHbIX aHOMa N HEPBHOW CUCTEMBI

BpoxXAeHHble aHOMaMW FO/I0BHOTO, CMMHHOMO MO3ra, OKPYXKatoLLMX
NX TKaHN (060/104KM, KOCTW Yepena, NMO3BOHOYHWK U T.4.) MOryT obHapy-
XMBATbCA KaK CaMOCTOSITE/IbHbIE  MY/bTUAKTOPUa/IbHbIE, MOTEHHHbIE,
TepaTOreHHble HapyLUeHUsl, a TaK >Xe SBMATbCS COCTaBHOM 4aCTbi pac-
CTPOMCTB NpY APYrMX MOHOFEHHBIX MW XPOMOCOMHBIX 60ne3Hsx. B cny-
yae VX TepaToOreHe3a MOXET ObITb MCMOMb30BaH TEPMUH "BPOXAEHHbIE 3a-
6oneBaHus", nogpasymeBas Mpy 3TOM, YTO aHOMaMsi He MepefatoTcs Mo
HacneacTBy, MPOSBASKOTCA C MOMEHTA POXAEHMUS, UMEKT CTaLOHAPHbIN



XapakTtep. B HacTosLLeM Kypce NeKLWin Mbl NPUBOAUM MepPeYeHb OCHOBHBIX
BPOX/EHHbIX aHOManiAi HEPBHOWA CUCTEMbI, YTO MO3BOMUT YWTATENIO CO-
CTaBUTb NpefcTaBnieHne 06 1x MHoroobpasun. XXenarowmx nogpobHee 03-
HaKOMUTBLCA C AaHHbIM pa3feniom, Mbl afpecyeM K nuTepaTtype u Apyrum
MCTOYHMKAM MHGOPMaLMK, NepeyveHb KOTOPbIX MPUBOAMTCA B MPUIIOXKe-
HUW.

Ha pgonto nopokos passutus LIHC npuxogutcsa 6onee 30 % Bcex no-
POKOB, O6Hapy>kuBaeMbIX Yy feTeil. O4eBUAHO, MUX YacToTa 3HAYUTENbHO
Bbllle, TMOCKO/IbKY TOPOKM Ha YPOBHE HapyLUeHUs [UCTONOMMYECKUX
CTPYKTYP 06bIYHO He AnarHocTupytotca. [MNpu cpegHem nokasatene 2,16 Ha
1000 poamMBLUMXCS 4YacTOTa BPOXAEHHbIX MOpokoB LIHC B pasnuyHbIX
CTpaHax 3HauuTenbHO Konebnetcs. Hanpumep, fedekTbl HEPBHON TPY6KM
B BenukobputaHum v VpnaHgmm coctaenstoT 9 cnyyaes Ha 1000 poxae-
HWA, B DuHNaHauM - 0, 7 cnydas Ha 1000, B Benapycy - 0, 8 ciyyas Ha
1000 (.. Nastok, 1991).

BpoxaeHHble nopoku LIHC aBnstoTCs CnescTBreM HapyLUeHWst O4HO-
r0 WM HECKO/IbKUX OCHOBHbIX MPOLECCOB Pa3BUTMA MO3ra: 06pa3oBaHus
HepBHOW TPYOKW, pasfeneHus ee KpaHWanbHOro OTZAeNna Ha napHble obpa-
30BaHMA, MUrpaumn n AudhepeHLMpPoBKA HepBHBLIX KNETOUHbIX 3/1eMEeH-
TOB. MOryT nposiBAATLCA Ha TPEX YPOBHSX: KIETOYHOM, TKAHEBOM U Op-
raHHOM. BOMbLUMHCTBO MOPOKOB MMEKOT NOMUTEHHYIO feTepMUHALMIO, BO3-
HUKaOT NpU OLHOBPEMEHHOM Le/CTBUM ONpeaeneHHbIX (XUMUYECKMX, (-
314eCcKnX, BMonornyecknx) (HakTopoB BHELLHEN CpeAbl, NOBPEXAAOLLIMX

HepoIMMEHTBI 1 HapyLalowmx cuHTe3 JHK Ha paHHUX 3Tanax 3m-
6puoreHesa.

BpoXaeHHble aHOMa/IMM KOHEYHOro Mo3ra

AreHe3ns MO30AMCTOro Tena. MPWKM3HEHHbIA AWMarHo3 CTan BO3-
MOXHbIM C nosiBieHneM AMP-Tomorpadumn. ArHesvsi MOXET MpOTeKaTb
6eCCYMMNTOMHO 1 SIBUTLCS Haxoakon npu AMP uccnegoBaHun. Mpu cove-
TaHUU C PYrvMW aHOManUsMKM CUMMNTOMATUKa CTaHOBUTbCS 6onee 06-
LUMPHOA W 3aBWCUT OT CTEMEHU COMYTCTBYIOLUMX HapYLUEHWA HEpBHOW
cucTeMbl. CumnTaeTcs, 4To Y 2/3 KonmnyecTBa 60/bHbIX UMEeTCs annnencus,
y 'AYacTu - CHUKEHWE MHTENNEKTA.

AH3HUeanms - 0TCyTCTBME GO/MbLLLIOrO MO3ra, KOCTel cBoja Yepena
N MATKUX TKaHel. PUCK 4n1s cubcoB cocTasiniseT 3%, Nocne poXaeHUs ABYX
[eTen ¢ aHaHuedanmeid -10%.

ApuHaHUeanus - annasus 0OOHATENbHbIX SIYKOBUL,, 60p034, Tpak-
TOB W NJIACTUHOK, C HapyLUeHWeM B psAe CNy4vaeB runrokamna. PUCK ans
CN6COB M30/IMPOBaHHON apuH3HLetanuu coctasnset 2%.

ATenaHuedanis - oTCyTCTBME GOMbLUMX MONYLLAPUIA U MOAKOPKO-
BbIX 4ep.



"ononpo3aHLednsa - KOHeYHbIA MO3M He pasfeneH Ha noayLwapus u
“MeeT BUA nonycdepsbl.

VIHMOHUeanma - OTCYTCTBME YacTW WM BCEM 3aTblIOYHOWA KOCTW, B
pesynbTaTe Yero 60/bLIas YacTb FO/IOBHOrO MO3ra pacrnonaraeTcs B 3af-
Hei YepenHoi AmKe. Pyck ana cnbeos 1%.

Nuccanuedanua (arupusa), naxurnpus, NONMMUKPOTUPUs, KOpTK-
KasbHas gucnnasusa - pasnuyHble BapuaHTbl HapyLLeHWs pasBUTUS Kopbl
rO/10BHOr0 MO3ra, KOTOpble MOrYT COMPOBOXAATbCSA CamMOi pa3HO06pa3HON
04aroBOi HEBPOMOrMYecKoli CUMMTOMATUKOW, CyAoporaMu, WHTENNEeKTY-
aNbHOM HEeJOCTaTOYHOCTLIO pa3Hoi cTeneHW. Mpu nuccsHueganum (rp.
lissos - rnagkwin) OTCYTCTBYHOT M3BWAMHBLI KOPbI FOIOBHOrO Mo3ra. IMpu
Naxurpum OHN TONCTbIE U KOJIMYECTBEHHO OrpaHWyeHbl. [ NoMMUKPO-
rMpUn CBOMCTBEHHO GO/bLLOE KONMYECTBO OYEHb MasileHbKUX CKNafoK Ko-
pbl. KopTukanbHasa Aucnnasus XapakTepusyeTcs aHOMasmein (popMupoBa-
HWA HEAPOHOB N KOPKOBbIX HEPOHA/IbHBIX C/OEB.

Psa aHOMasMy ronoBHOrO MO3ra CBf3aHbl C €r0 YMeHbLUeHWeM B
o6beme (Mukpouedanusi), ysenuueHnem (Makpouedhannst), HaIMumem B
Hem nosiocTein (nopaHuedanus) nam BbIXOXAeHWEM 060/104eK, 060/104EK 1
MO3rOBOr0 BELLECTBa 3a Npefefibl KOCTein yepena (MeHUroMeHWHI03HLe-
thanouene). KnuHndyeckast CMMNTOMATUKA B TaKMX Cy4asx onpefensiercs
BE/IMUYNHON W XapaKTepoMm AedeKTa.

MuKpoueanus - yMeHbLLEHWe MacChbl U pa3MepoB FOIOBHOIO MO3ra.
'Mnonnasua MOXET 3aTparuBaTb OTAe/bHbIe YHaCTKN MO3ra.

Makpouedanns - HeobblYHOe YBENYEHNEe MAaCcChl U pa3MepoB rosoB-
HOro mo3ra. MoxeT 6bITb Tak e YaCTUYHOW W NOJHOW.

MopaHuethanus - HanMume B TKGHU MO3ra NofocTel pas/iMuHbIX pas-
MEpPOB, COOBLLAIOLLIMXCS C XKENYA0UYKOBOA CUCTEMOIA.

MMopoKu pa3BUTUA HOXKEK, MOCT @, NPOAONTOBATOr0 MO3ra U3y4eHbl
B MeHbLLel CTeNeHW, MOTYT BbIpaXXaTbCsl B HAPYLLEHWUW pa3BUTMA NPOBOAS-
WyX nyTeld, aaep. B 3aBUCMMOCTM OT BbIP&XXEHHOCTM MOPOKA BO3MOXHA U
pasnnuHas KIMHUKA. MPUKM3HEHHAsA AMAarHOCTMKA BO3MOXHA C MOMOLLbIO
AMPT.

Mpo33Huedanma - BeCb KOHEYHbIA MO3r pasfefieH npoaosnbHol 60-
pO3L0M, CBA3b COXPaHSETCA UL B ry6UHe y OCHOBaHWS MO3ra.

JK33HLedanma - OTCYTCTBME KOCTEW CBOAA Yepena U MArkmx TKaHei,
B pe3y/ibTaTe 4yero 60MblUve NOMyLIApUA pacrnonaraloTcs Ha OCHOBaHWM
yepena B OTKPbITOM BUAE. \

UepenHo-MO3roBble FPbI>KW - TPbDKEBbIE BbIMAYMBAHWUS Pa3HOMN CTe-
neHn o6bIYHO B MecTax coefmHeHns kocteil. Yactorta 0,08 Ha 1000 HoBO-
POXAEHHBIX. PUCK Ans cnbcos 2%.

IMOMMMO OnMCaHHbIX UMEETCS MHOXECTBO ApYruX BPOXAEHHbIX aHO-
Ma/IMiA TONOBHOIO MO3ra, TaKMX Kak BPOXKAEHHbIA HUCTAarM, BPOXKLAEH-
Hble apaxHouganbHble KNCTbI, cUHApPOM Mebuyca (BPOXAEHHOe ABYX-
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CTOPOHHEE MOpaXXeHWe NULEBOTO0 W OTBOAALLEr0 HEPBOB), pas/UYHbIe
thopMbI ruapoLedannii n T.4.

BpoXeHHble aHOMaNINM MOo3KeUKa

Annasuna Mo3Xeuka BCTPeYaeTcs pesKo.

FMnonnasus Mo3xeuyka HabnogaeTcs y fLeTell C MHOXECTBEHHbIMU
Mopokamu pa3suTtus. OnmcaHa runoniasns Yepss MOKeuKa.

Manbthopmauums Kuapu ¢ nosisfieHMeM METOOB HeipoBM3ynM3aLmm
cTana AMarHoCTMPOBATLCA ropasfo Yalle. BbipaxaeTcs faHHas aHOManus
B AMCTEeHe3MN MO3KeUKa B COYETaHUM C LUIMPOKUM KPYroM aHOMasnii pom-
60BMAHOr0, CPeaHero Y MWXYTOYHOrO Mo3ra. BbigensitoT HecKonbKo Tu-
NoB MasibhopmaLmu.

Manbthopmauma Kuapu | Tuna (B3pocnblii TMn) sBnseTcs Hanbonee
4acTO aHOMa/IMell MOKeUKa. AHATOMUYECKM OHa BbIPXAETCA B OAHO-
W OBYXCTOPOHHEM OMYLUEHUM MUHAAMH MORKeyKa B 60/bLUOe 3aTbl-
NOYHOE OTBEPCTUE Y NO3BOHOYHBIN KaHan. Hepeako OHa couveTaeTcs C Cu-
PUHrOMVenvel 1 aHOManuaMK KpaHuoBepTebpanbHoro nepexoga. KnuHu-
Yeckn 06bIYHO MNposiBseTcA Ha 3-4 AecATUNeTUsX Xu3Hu. MosogoM fns
MOATBEPXKAEHNS UMW VCK/IOYEHNS! JaHHOW aHOMaM MOTYT SIBUTLCA Ha-
pacTatoLpe CUMMNTOMbI CMAcTUYECKOro TeTpanapesa, aTakcuu, rugpoue-
thanmu. JleyeHne onepaTMBHOE, NPOM3BOAUTCA CyOOKUMMUTAIbHAA LEKOM-
npeccus (pacluvpeHmne 3aTblIOYHOro 0TBEPCTUS). K ynyuLleHnio onepauus
NpUBOAMUT Y 2/3 60/bHbIX. BNaronpuATHbIM NPOrHOCTUYECKUM NPU3HAKOM
CUMTAETCA HaMuMe TO/IbKO MO3XKEUKOBOW CUMMTOMATVKN U AUCNOKALMS
MO3)XEUKa He HVDKE MepBOro LUEAHOro MO3BOHKA.

Manbhopmaumns Kuapu 11 Tun (geTckuii TMn) CcKNagbiBaeTca U3
CMELLIeHMA MO3Xeuka, cTBona n IV xenynouka yepes 3aTblIO4HOE OTBEP-
CTMe. YacTo coyeTaeTcs MeHUHrOMUesoLene B MOSCHUYHOM OTAene. Bcee-
rga umeet MecTo rugpouedans, Hepeako - cTeHo3 CunbBueBa BOAONPO-
Bofa. CMMMNTOMATVKA MPOSABASAETCA C MepBbIX AHel >XM3HU pebeHka. Mpu
[aHHOW Ma/ib(hopMaumm cUMTaeTcsd Heo6XOAMMbIM MaKCUMaNbHO paHHee
MpoBefeHNe ONepaTUBHOIO fleYeHUs MEHUHIOMUENOLE/e, KOTOPOE MOXET
MPUBECTU K YIYULLEHWNIO COCTOAHUSA 60/LHOTO.

Manbthopmaums Kuapu 11 Tna oTHOCKMTCA K PeaKMM 1 KpaliHe Ts-
XKeMbIM aHOMaInAM, NPYU KOTOPbIX MOMbITKA XUPYPruyecKoro neyeHus He
NPUHOCAT ahekTa. BbipaXkaeTcsd OHa HanMyMeM MeHWUrosHuedanoLene B
HWKHEW 3aTbINIOYHON 1 BepXHeli LueliHOW 061acTu B COYeTaHUM C aHOMa-
NNSMW Pa3BUTUS HKHER YacTu CTBO/A MO3ra, OCHOBAaHUSA Yepena 1 Bepx-
HUX LLUEMHbIX NO3BOHKOB. ['pbiKa BKNOYaET B cebsi MOIMKEYOK, a B NO/OBU-
He C/ly4aeB - 3aTbI/IOYHYHO [0SH0.

CuHgpom [eHan-Yokepa - YaCcTUYHOe WauM NOMHOe OTCYTCTBME MO3-
YKEUYKOBOTO YepBs, KMCTO3HOe paclumpeHue 1V xenynouka, rugpouedanms.
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AHOMa/IMWN CMTMHHOIO MO3ra ¥ NO3BOHOYHMKA

AMunenus - nonHoe OTCYTCTBME CMIMHHOIO MO3ra.

Fmapomuenus - BOASAHKA CMIMHHOIO MO3ra.

Aunnomuenus - yaBoeHWe CNMHHOMO Mo3ra B 06/1aCTW LUEAHOro Win
MOSICHWUYHOTO YTOMLLEHWIA. Pexe yaBanBaeTcs BECb CMIUHHON MO3T.

KncTo3Has paclienmHa no3BOHOYHNKA - B 06/1aCTW pacLLeNHbI BO3-
MOXHbI TPbDK/ Pa3fIMYHON BEANYMHBI.

MeHuHrouene, MEHVHrOMUeNOLeNe - BO3HWKAIOT BCMEACTBUE HeMNos-
HOr0 3aKpbITWA NO3BOHOYHOrO KaHana. Hanbosnee 4acto BbISBNAETCS B NO-
ACHUYHOW 06nacTh (ao 80% cnyyaeB). MeHUHrouene NpeacTaBnseT coboi
rPbDKY C KACTO3HBIM BbINAYMBaHEM 060/104EK CMIMHHOTO MO3ra Moj KOXY
yepes Leflb MeXay HecpoCLUMMUCA Oy>KKamu MO3BOHKOB. KucTa MOXeET
cofiepXatb M CMMHHOMO3IM0BYHO YXXUAKOCTb. [py MEHUHTOMUENoLene rpbi-
Xy 06pa3yloT MO3roBble 060/104KM BMECTE C AMCNIACTUYECKON TKaHbO
CMUHHOrO Mo3ra. B 3aBMCMMOCTM OT pasmepa W COAEPXUMOro rpbbku el
MOFYT COMYyTCTBOBAaTb HEBPOJIOTMYECKME HAPYLUEHWS! Pa3fIUYHON CTeneHu
BbIp@XEHHOCTU. [MpW pacnonoxeHUn rpbiX Ha YPOBHE FPYLHOro, BepXHe-
MOSICHUYHOIO OT/ENOB MO3BOHOUYHMKA Y pebeHKa BO3MOXHbLI HUXKHME Na-
panapesbl WM Napajuyun, pacCTpPOCTBa Ta3oBbIX (yHKUMIA. Mpu pacrno-
NOXEHUV MEHUHTOLENe B HUXHEN NOSCHUYHOW, CaKpaibHOW 06actu pe-
6eHOK MOXET XOAWUTb CaMOCTOSATEIbHO. CNMHHOMO3rOBbIE IPbbKM HEPeaKo
COYeTatTCA C APYrUMU aHOMa/IMIMU HEPBHOW CUCTEMbI, KOCTell Yepena 1
MO3BOHOYHWKA.

[JvarHoctuka OCHOBbIBAETCA Ha BM3ya/bHOM OCMOTpE: MasleHbKMe
FPbDKA MOTYT NPOSBAATLCA BOPOHKOOBPA3HbIM BTAMMBAHWEM KOXW B MeC-
Te ee NOKamM3aummM, poAMMBbIMUA NATHAMU UM «KYCTMKaMU» OBOJIOCEHMS.
Mpu Hannuuy B cembe AeTeld ¢ MUenoamcnnasveil BOSMOXEH npeHaTab-
HbliA AMarHo3: NoBbILLEHHOE cofepXKaHue a-(heTOonpoTenHa B aMHUOTY-
YECKOM XMAKOCTU W KpoBM MaTepu Ha 14-16 Henene 6epeMeHHOCTU U faH-
Hble YNbTPa3BYKOBOr0 WUCCMefoBaHWs. PUCK aHanorMyHom aHomanum y
BTOPOro pebeHka cocTaBnsieT 5%.

Bonpoc 0 neyeHve peluaeTcs WHAMBMAYabHO. XUPYpPrudeckoe
yfaneHue 60/blUNMX MEHUHTOMUeNoLene obpekaeT pebeHka Ha NOXMU3HEH-
HY!0 MHBa/IMAHOCTb. He onepupoBaHHble LETU MMEHOT BbICOKYH BEpPOST-
HOCTb YMEPETb OT FHOMHOI MHEKLMN.

MMonHbIN paxucxms - pacLiesmHa No3BOHOUYHUKA C LetheKTOM MO3ro-
BbIX 060/104€EK U MATKUX NMOKPOBOB.

Mopok Knunnnensi-®eiina— cpaweHne 1 WERHOro No3BOHKa C 3aTbl-
NOYHOW KOCTbHO, MPUBOASALLEE K CYXXEHWIO Y AehopmaumamM 60/bLIOrO 3a-
ThIIOYHOr0 OTBEPCTMA.
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BpoXkaeHHbIe aHOMa/IMN BEHTPUKYNSPHOW CUCTEMbI U MOf-
nayTMHHOIO NPOCTPaHCTBA

ATpe3ns Me>K>Kenyao4yKoBbIX OTBEPCTUNA - BeYeT passuTue rug-
pouedanun.

ATpe3uns cpeanHHoO 1 naTepansHoi anepTyp (0TBepcTMs MakaH-
A 1 JTIOWKN) XapaKTepyu3yeTcsa BHYTPeHHel rugpoLedanuein, yacTuuHom
WM MOSHOM aTpe3neil uYepBs MOKEUKA, KMCTO3HbIM pacLUMpeHuem 4-ro
XenyaouKa.

Bpo>kaeHHas obnnTepauns cybapaxHouganbHOro NpocTpaHcTBa
BCTPeYaeTCs Peiko, HO MOXET ABNATLCA MPUUMHONM BOAAHKN MO3ra.

mapouedanns - BPOXAEHHAsA BOAAHKA rONI0BHOIO mo3ra. Bbigentot
yallie OKJ/IHO3VIOHHYHO 11 COOBLLAIOLLYIOCS.

FvapaHaHuedanms - NofHoe WA MOYTW MOJSHOe OTCYTCTBUE 60/b-
LUMX MONMYLUApWA NMPU COXPaHHOCTK KocCTeil Yepena. Monoctb uyepena 3a-
MONHEHA IMKBOPOM.

CUpUHTOMWeNnns OTHOCUTCA K BPOXXAEHHON aHOManuy IMKBOPOAMHa-
MWUYECKOI CMUCTEMbI CMIMHHOIO, & NOPOI U roNI0BHOMO MO3ra (CUPUHIO3H-
Ledanus). PacnpocTpaHeHHOCTb CUPUHIOMMENMN cOCTaBNseT 8-9 cnyyaes
Ha 100 000 HaceneHus. BcTpeyaroTcs cemeliHble ciyyan. 3abonesaHuve no-
paXkaeT yallle My>XUMH, MOXET KNMHUYECKW NPOABNATLCS UM BO3HUKATb B
nobom BospacTe. CpefHWin Bo3pacT Hadvana 6one3Hn 30 NeT; B AETCKOM
BCTPeYaeTCs PesKo.

MaToreHe3 v naTaHaToMMA. AHaTOMWYecKu 3aboneBaHMe xXapakTe-
pu3yeTcs Hannymem SIMKBOPHBIX NOMOCTER B CMMHHOM Mo3re. Ha ocHoBa-
HWW TOTO, CBSA3aHbI I 3TW MOSIOCTM C CUCTEMOW IMKBOPOAMHAMUKU (KaHa-
Nbl, XeNyfo4Kn) CUPUHTOMUENNIO NOAPa3AeNnstoT Ha «COOBLLAOLLYCS» 1
«HecoobLlarowpmecs» opmbl. Nepsas ¢opMa MOXET ObiTb OTHECeHa K
BPOX/AEHHON aHOManuu 1 00yCoB/ieHa TeM, UTO AeeKT CIMHHOMO3r0BO-
ro KaHana unu 6oee BbICOKO PacnofioXXeHHbIX MKBOPOMNPOBOAALLMX Ny-
Teli B BUAE pacLUMpeHns BO3HWKAET B Nepuoj 3aknafkn nepsuyHoON Mo3ro-
BO TPYOKM M (POPMMPOBAHUM NMKBOPOMPOAYLMPYIOLLEN U NIMKBOPOMNPO-
BofsAlei cucTembl. lMpegnaranace U rugpoguHamuyeckas runotesa (T.
Gardner, 1965) reHesa CUPUHTOMUENNW: BPOXKAEHHbIE aHOMaUK B obnac-
TW 3aTblNOYHOrO oTBEpCcTUs (ManbopMauus Kuapyu n T.n.) 3aTpygaHsoT
NMKBOPHBIA OTTOK 13 1V Xenygouka B cyb6apaxHouianbHOe NPOCTPaHCTBO,
YTO BNEYET YBE/IMYEHWE ero AaBfieHns B CMMHHOMO3IOBOM KaHane U pac-
LUMpeHne nocnefHero. Pa3pbiBbl CTEHOK KaHasa CONpPOBOXAAKTCS passul-
TUEM MO/IOCTEN, NOKANU3YIOLLUXCA BOKPYT ero. VMeroTca u gpyrue mHe-
HUs, B 4aCTOCTU O TOM, YTO B CMIMHHOMO3IOBOM KaHasle co34aeTcsi U3bbl-
TOYHOE KO/IMYECTBO /IMKBOPA 3a CYET €r0 MHTEHCMBHOMO MOCTYM/AEHUs U3

cy6aanH0|/|p,aanoro MNPOCTpaHCTBa CMMHHOIo MO3ra 4Yepe3 30Hbl BbIX0A4a
3aiHNX KOPELLIKOB.
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Yallle nonocTu SI0Kau3yloTes B LUEAHO-TPYAHOM OTAene ChWHHOMo
Mo3ra. VIHorga pacnpocTpaHstoTes BBepx 40 1V enygouka, um, Kak oT-
Meyasiocb Bbillle, HAO60POT. B HacTosLlee BpeMs OCMapyBaeTCs MOSCHUY-
Has (hopma 3ab0/1eBaHMs, Kak U FMOMaTO3HbIA (CUPUHIOMMENWS BCNeACT-
BME pas3pacTaHusi FIMo3HbIX KneTok) BapuaHT (H.H. fAxHo, A.P. LUTtynb-
MaH, 2001).

«HecoobLuatoLasnca» CUPUHIOMUeNUs NPeUMyLLECTBEHHO TPaKTyeTcs
KaK CMMNTOMaTUyecKas, BO3HMKAlOLLAA BCNeACTBME (DOPMUPOBAHUA MO-
nocTeid B MecTax TPaBMaTMUYEeCKOro, MLLEMUYECKOro, BOCMaIUTENBHOrO,
INO3HOTO M fp. MOBPEXAEHUI TKaHe CHHOro Mo3ra.

Knuhuka. Havano 3aboneBaHusi, Kak npaswsio, MefsieHHoe. Mepsble
CYMMTOMbI MHOTJa NPOBOLMPYHOTCA (PU3NYECKON Harpy3Kom, Kallunem, ym-
XaHWeM U MposIBMAIOTCA YyBCTBUTEbHBIMU WN ABUraTeNlbHbIMU HapyLLe-
HUAMU. «Knaccuyecknid» BapuaHT TEUEHWS! OMUCHIBA/ICA paHee, Kak Bapu-
aHT fe6l0Ta C HapyLLUeHWA TeMnepaTypHOI YyBCTBUTENBHOCTW: 6O/bHbIE B
CaMblX Pas/IMYHbIX CUTYyaumax nonydvanm 6e360ne3HeHHble oxoru. B no-
CNefyIoLWEM MPUCOEAUHAIOTCA ApYrie HapyLUeHWs, OTpaXaroLe MecTo v
CTeneHb MOPaXEHWs TKaHel CMMHHOIO WK FON0BHOro0 Mo3sra. OfHako 60-
Ne3Hb MOXET Ae6HTMPOBATh ABUraTe/IbHbIMU, TPOUYECKUMU, BEreTaTuB-
HbIMV CUMMTOMaMK B OTAENbHOCTU UM B COYETAHUM.

KntoueBble AMarHoCTUYeCKe NPU3HaKK:

* aHaMHeCTW4Yeckue fAaHHble 06 MMeBLUMX MecTO 6e3601e3HEHHbIX
oxorax;

* paccTpoiicTBO 60/1€BON, TemnepaTypHON YyBCTBUTENBHOCTW MO
CErMeHTapHOMYy ~ TWMY: CUMMTOMbI  «KYPTKU»,  «MOMYyKYPTKM»,
«KYPTKYW C KartoLOHOM» U T.A.;

* CUMMTOMbI Neputepuueckux nape3oB (rMNOTPOUSA, TUMOTOHUS,
runopediekcus) valle CoBnafarolyx Mo fIOKanU3aumy ¢ 30HaMmu
YYBCTBUTE/IbHbIX HapYLLEHWIA;

*  BO3MOXHbI CUMNTOMbI LEEHTPANLHOIO Napesa Hor;

 TpohmuecKune HapyLleHUsi B 30HaX HapyLUEHHOW YyBCTBUTENLHOCTU:
OTEYHOCTb KOHEYHOCTM, NumMocTas, 6e3601e3HeHHbIe apTponaTum
BM/IOTb [0 pa3pyLUeHUst CyCTaBOB, NPV BbICOKOI NOKanM3auum no-
NOCTER - runoTanaMmn4eckue paccTpoicTBa (OXMpeHUe, SHAOKpU-
HonaTtuu u ap.);

e [pyrvie BpOXAeHHble aHOMaNMN BbISBASEMbIE BU3YaSlbHO UM UHCT-
PYMEHTA/LHO;

¢ MO/I0CTM B TKAHAX CMIMHHOIO MO3ra B COMeTaHUN Uan 6e3 U3MeHeHUst
IV >xenyfouka, CwibBMEBA BOLOMPOBOAA, BU3YasM3MPOBaHHbIE
AAePHO-Mar HUTHO-TOMOT PaPUUYeCKUM UCCIES0BaHUEM;

* OTCYTCTBME MPU3HAKOB APYrux 3ab60MeBaHWi, BbI3blBAOLLMX aHaso-
FUYHYIO CUMMNTOMATWKY (MHTpaMefynnsipHas Onyxofb, remaropa-
XUC, ULLIEMUYECKME CNIUHAMTBHBIE UHCYNBTI).
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TeueHWe CUPUHTOMUENUN OTHOCUTE/bHO BnaronpusTHoe: y 15% 3a6o-
NeBaHWe He nporpeccupyet; y 25% 3nv304bl NMPOrpeccupoBaHns CMeHs-
FOTCA CTaUMOHAPHbLIM COCTOSHUEM; Y OCTa/IbHbIX MMEET MECTO MeL/IEHHOe
HapacTaHue CUMNTOMATUKW. B 60MbLUMHCTBE Cly4YaeB 60/bHbIE A/INTENBHO
COXpaHAT paboToCMOCO6GHOCTb.

JleyeHve cvMMTOMATMYECKOE. Y MaUMEeHTOB Bcerga UMeeTcsi HeobXxo-
AMMOCTb 06eperatbCsi OT TEMJbIX U ropsayux NpeAMeToB, TakK Kak OXOru
13-3a HapyLUeHUs TPONYECKON Perynsumm MoryT faoxo U SnTenbHO 3a-
XuBaTb. Mpy NPOLOMKUTENBHBIX «LEHTPaSIbHbIX» 601X, HE YMEHbLLUAK-
LUMXCA OT Ha3HaYeHWs aHafbreTUKOB, UCMOMb3YHT KapboMasenuH, aHTu-
JenpeccaHTbl (AMUT PUNTUAUH) WX KX COYeTaHMe. XUpyprmyeckue cno-
CoObl [pPeHMPOBaHNS JIMKBOPA W3 CUPUHTOMUENIUTUYECKUX MONOCTEN B
cybapaxHouganbHOe U NepUTOHeaNbHOe NPOCTPAHCTBO 3aTPYAHUTE bHbI B
CTaTUCTMYECKM [OCTOBEPHOW OLeHKe MX 3h(heKTUBHOCTU. VICKIHoUYeHMeM
CUMTaKOTCS onepauumn npu mManbgopmaumn Knapu, nokasaHus, K nposege-
HUIO KOTOPbIX, OMPefenstoTcs MHANBUAYaTbHO.

BpoykaeHHbIe MOPOKM MO3rOBOI YacTu Yepena

KpaH1oCcMHOCTO3 - npexaeBpeMeHHOe 3apacTaHue YepenHbiX LUBOB,
UTO OrpaHWYMBaeT pPoCT Yepena B TOM WM UHOM HanpaBfeHWsIX U NprBo-
OWT K ero fecopmauum. Bo3amMoXHbI pasfiiHble YaCTUYHbIE BapuaHTbI.

KpaHnoCTeHO3 - yMeHbLLEHME 06beMa YepernHoin Kopobku, 06ycoB-
NEHHOe Pa3MYHbIMK (HopMaMU NPEXEBPEMEHHOrO 3apacTaHusi LUBOB, B
pe3ynbTaTe Yero MPOMCXOANT 3afepXXKa Pa3BMUTMS FO/IOBHOTO MO3ra.

MnaTunbasns —ynnoLeHNe OCHOBAaHWA Yepena, 06bIMHO COMPOBOX-
faetcsa Aeopmauyeli 60/bLLOTO 3aTbI/IOYHOrO OTBEPCTUS, MOPaKEHUEM
CTBO/1A MO3ra.

MoMMMO BPOX/EHHbLIX MOPOKOB CaMOr0 MO3ra BO3MOXHbI Pa3/IMyHbIE
BapWaHTbl aHOMa/INiA COCY0B rO/I0BHOMO MO3ra, CKa3bIBatoLLMXCS Ha pabo-
Te MO3ra, Ifla3 U 3pUTeNbHOTO HepBa. PSAf U3 HIX HE COBMECTUM C XKU3HbIO
(aH3HUedanms), ¢ ApYrMMU aHOMa/IMSMK YE/TIOBEK MOXKET MPOXUTb BCHO
XM3Hb 1 Y3HaTb O HWUX MPU CAyYaiiHOM BbISBEHUN (He3apalleHne JyXXKu
No3BOHKA). OB6Hapy>eHWe BPOXAEHHLIX aHOManuiA TpebyeT MpoBeAeHMs
YrNy6NeHHOr0 KAMHWYECKOTO M MHCTPYMEHTaNIbHOro 06cnefoBaHNs 60/b-
HOTrO, a TaK >e MeAMKO-TeHEeTUYECKOro KOHCY/IbTUPOBaHUS ANs UCK/oYe-
HUS XPOMOCOMHOI WM TeHHOM MaTonorun. 3HaHWe reHesa HEOOXOAMMO
KaK 4ns NPOBefeHNs FeHETUYECKOro NPOrHO31POBaHUs, MpeHaTalbHOW Au-
arHOCTUMKM, TaK W [ PeLLeHMs BOMPOCa O BO3MOXKHO MOMOLLY.
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dapmaKoreHeTnKa
dapmMakoreHeTuka - obLLiee NnpeacTaBieHne

TepMuH «hapmakoreHeTuka» B 1959 r npegnoxun &. dorenb.
dapmakoreHeTKa Kak Hayka, fBMSSiCb OAHUM W3 pa3fesioB reHeTUKM, 3a-
HUMAETC W3YYeHUEM 3HaA4YeHWs TFeHeTUYeCKUX (aKTopoB, AeTepMUHU-
PYHOLLMX 0CO6EHHOCTU MHAMBUAYANbHBLIX PeakLmMy opraHmsMa Ha ekapeT-
Ba. [Mpn 3TOM peyb MAET He TOMbKO NPUUYMHAX NaTONOMMUYECKUX peakuuily
OTAENbHbIX NNL, Ha NIeKapcTBa, HO M O MeXaHM3Max TO/IepaHTHOCTU K fe-
KapcTBaMm, MapafoKCcaNbHbIX MeAMKaMEHTO3HbIX 3deKTax. BricTpbIi Npo-
rpecc hapMaLeBTUYECKOW M XMMUYECKOW MPOMBILLIEHHOCTU, BbIMYCKar0-
WX B 06MXOL Maccy BeLlecTB, C KOTOPbIMW paHee YenoBeK B npoLecce
CBOEro OHTO- U (hMIoreHe3a He conpukacancs, 6e3ycnoBHO COCTaB/SET OC-
HOBY TPYAHOCTEN NPOrHO3MPOBaHNS CyObEKTUBHON peakLun Ha 3TW Belle-
cTBa. PapmakoreHeTMYecKue peakLum pa3BuBalOTCA Ha OCHOBE LLUMPOKOr0
reHeTUYeCKoro nosmMmopusMa B YenoBeveCKUX MONynsUmaX, 3BOMOLY-
OHHOr0 ChOPMMPOBABLUEroCs A0 NOSBNEHWUS MPUMEHSEMbIX Tenepb ap-
MaKO/10rMMYeCKNX CPeacCTB.

TeopeTuUeckytd OCHOBY (DapMakoreHeTUYeCcKUX WCCefoBaHui,
CMOCO6CTBOBABLUMX PELUEHWNIO MHOMUX KAVHWYECKM 3HAYMMbIX BOMPOCOB,
COCTaBUN:

* MOHUMaHWe (hapMaKoreHeTUYeCKNX 3aKOHOMEPHOCTEll Ha OCHOBe
pasnuunii B MeTabonn3mMe NekapeTs;

* 0OBACHEHWE pa3nMuuiA B peakumsx Ha flekapcTsa pasnuuuamu 6uo-
XVMWUYECKON YyBCTBUTENIbHOCTM OPraHOB-MULLEHEN, KNeTOK Un pe-
LIenTOopOB.

Kaxkgomy Bpadyy XOpOLIO 3HaKOMO pa3Ho06pasme cTeneHei aqdek-
TUBHOCTU U NOBOYHBLIX AENCTBUI NEKAPCTB Y pasHbIX rpynn HaceneHns un
pasHbIX AnL. OJHO U TO XKe N1eKapCcTBO B OAHOM W TOM Xe A03e 419 HeKo-
TOPbIX NaUWeHTOB ABNSETCA MaHaueel, 41 APYTUX MOXET ABUTLCA Mpu-
YMHOW CMEpTK, 4N1S TPETbUX MOMYCTy NOTPayYeHHbIMU feHbramn. AHanus
KOHLIeHTpauymn CcTaHAapTHOM A03bl NeKapcTBa B Mja3Me pasHbiX togei
[acT pasHblii pe3ynbTar. Pesy/nbTaT MOXeT 0Ka3aTbCsl pas3vyHbIM W'Y 0f-
HOro M TOTO e YenoBeKa, ecv UCCNeAoBaHWs NMPOBECTY B pa3HOE Bpems
CYTOK, pasHble fHM M T.n. C NOMOLWbBI 6AU3HELOBOrO W KIMHUKO-
reHea/IorMyecKoro MeToAoB O6HapyXXeHo, 4TO Takas BapuabenbHOCTb B
3HAYNTE/bHOW CTeneHn AeTePMUHMPOBAHA FEHETUYECKM.

Cygbb6a nekapctsa B opraHmsme obycnosneHa GuoTpaHcgopmaumei
WM TakMMK NpoLieccaMn, Kak BcacblBaHue, pacnpefenieHne (Mo opraHam,
KNneTKaMm, opraHesniam), B3aMMOAECTBMe C peLenTopamun, mMeTabonmsm u
BblBefeHMe. Bce cTyneHM (hapMakOKMHETUYECKOro npoLecca OCYLLeCTB-
NATCA C NOMOLLbIO CMELU(UYECKUX U Hecneuntunyeckmx hepMeHToB,



KOTOpble, HECOMHEHHO, KOHTPONMPYHOTCA FEHETUYECKM. YUnTbIBas LUMPO-
KU BMOXUMMWYECKMIA NOAMMOP(M3M YENOBEYECKMX MOMYNALMIA, MOXHO
npeanonaratb, YTO cyabba KaXAoro nekapcTsa Ha Kakom-TO (papmMakoku-
HETMYECKOM 3Tane cBs3aHa C NOMMMOP(MHOA CUMCTEMON (epMeHTa Wan
6enka. 310 ¥ 00YyCNOBMMBAET PasHOPOAHbIE peakuvMy WHAMBWAOB Ha ne-
KapcTBa. Bo MHOrmMx pabortax nokasaHo, 4To cyfbba 60MbLIMHCTBA Ne-
KapcTB onpegenseTcad (PYHKUMOHUPOBaHWEM HECKONbKMX B3aMMOAENCT-
BYIOLLMX FEHOB, MO3TOMY KPUBbIE pacrnpefenieHns MHAWBUAOB B 3aBUCUMO-
CTU OT KOHLIEHTpaLWW feKapcTB B MX KPOBW NpW BBELEHUM CTaHAAPTHOW
[103bl COOTBETCTBYIOT KPMBbIM MO/IMIEHHOrO HAaCc/ef0BaHWS.

Vcnonb3yst 6nm3HeL0BbIA MeTod, (hapMaKoreHEeTUKU BbISBUAN TeHe-
TUYECKYIO 00YC/IOBMEHHOCTb MPaKTUYeCKN BCEX (IM3MONOMMYECKUX U Me-
TaboNMYECKUX NMPOLIECCOB, YYACTBYHOLLMX BO B3aMMOAECTBUM OpraHv3Ma
M NeKkapcTBa: BCacblBaHWe, TPAHCMOPT K OpraHam Y TKaHAM, XMMUYecKue
npespaLLieHns, B3aMMOfeNCTBMe C peLenTopaMu, BbiBedeHue U T.4. Ha-
npUMep LOKasaH reHeTUYECKMA KOHTPO/Ib MPOLIECCOB BbIBEAEHWUS MHOMMX
nekapcTB. Koath(uumeHT HacnefyemocT 3TOro npusHaka Ans MHOMMX
npenapatoB 6/M30K K 1 (Hanpumep, 418 aHTUNUPUHA U eHnnbyTa3oHa -
0,99, ans gMKymapona n acnmpuHa - 0,98). [lokasaHa 1 pasnmnyHas YyBCT-
BUTENbHOCTb K OfHAM W TEM >Xe JIeKapCTBaM pasHbIX Fpynn /ofei, UTo
MOPOiA PacLieHNBAETCS Kak aTUMMYHBIA hapMakonoruyeckuii atigekT. Bo
MHOIOM 3TV OT/IMUUS ONPESEeNstTCa reHeTUYeCKMU (hakTopamu, fLeTep-
MUHUPYHOLLMMM NpoLecchbl MeTabonnama, peLenuumn, UMMYHHOro OTBeTa U1
T.0.

3agaueil KNMHWYECKON (hapMakOreHEeTUKM SIBMSIETCA Takke paspa-
60TKa MeTOZOB [AMAarHOCTUKM, NPOUNAKTUKMA U KOPPEKLUN HEOBbIYHOrO
OTBeTa OpraHu3Ma Ha [eicTBMe NeKapCTBEHHbIX CPeacTB. HacneacTeeH-
Hble (haKTopbl, Onpefenstolime HeobbluHbIE peakLmn Ha eKapCTBEHHble
CpeacTBa, B OCHOBHOM SIBMAIOTCA GUOXMMUYECKMMU. Yallle BCEro aTo He-
[OCTaTOYHOCTb (DEPMEHTOB, KaTaM3MPYHOLWMX 6roTpaHcqopmaLmio npe-
naparoB. PepMeHTbl, NPeACTaBnAloLLMe COO0M reHETUUECKN AeTePMUHU-
poBaHHble 6e/1KK, NOCPEeSCTBOM aKTMBHbLIX LIEHTPOB CBA3bIBAIOTCA C JieKap-
CTBEHHbIMU BELLECTBAMMU W YCKOPAKOT WM 3aMefnsAoT NPoLecchbl UX Xu-
MWUYECKOr0O NpeBpaLleHns. bruoTpaHcgopmaums nekapcTBeHHOro BelLecTsa
MOXET OCYLLUECTBAATLCA He OAHUM (hepPMEHTOM, a Liefoli rpynmnoi, oco-
6eHHO B Tex Cny4asx, Korja XMM14eckoe npespalLeHmne BELLECTBa B opra-
HU3Me NMPOXOAUT B HECKO/IbKO 3TanoB. [1 KaXA0ro epMeHTa XapakTep-
Ha BbICOKas cneunmnyHocTb. OH KaTanu3vpyeT N1Lb CTPOro OnpeaeneH-
HOE 3BEHO XMMMWYeCKOoro npouecca. B To e Bpems OAuH (PepPMEHT MOXET
NPUHUMATb y4YacTue B MeTabonmM3me pas/iMuHbIX NEKAPCTBEHHbIX CPEeLCTB.
Mpn mMyTaumMm COOTBETCTBYHOLUMX FEHOB BO3HMKAIOT HacNeACTBEHHbIE Ha-
PYLUEHMA CTPYKTYpPbl 1 CBOICTB (hepMeHTOB - (hepMeHTONaTun. B 3aBucu-
MOCTM OT XapakTepa MyTalWu reHa U3MEHSeTCS CKOPOCTb CUHTe3a ep-
MEHTa WM CUHTE3UPYETCS aTUMWYHbLIA (DEPMEHT, 3a YeM MOXKET Moc/eso-
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BaTb Lenas Lemnb Nocneayrolmx MeTabonnyecknx, CTPYKTYPHbIX, (yHK-
LIMOHA/MbHbIX U MPOUMX M3MEHEHWIA. ATUMMYHbBIE PEaKLUK Ha NeKapCTBEH-
Hble BELLECTBa MOTYT Hab/oAaTLCA TakKe MPW HAC/MeACTBEHHbIX HapyLLe-
HUSIX He TONbKO GENKOBOrO, HO U ApYrMX BWAOB 06MeHa BelecTs (MUHe-
panbHOro, YrNeBoAHOro, MUNUAHOTO U T.4.).

depmeHTONATUN

ATunnyHaa NcesfoXonMH3CcTepasa

lMocne BHeOpeHUs B MEAMLIMHCKYHO MPaKTUKY Jenonspu3yoLero
MUOpenakcaHTa CyKUMHUAXONMHA (QUTWUAVH, IMCTEHOH, MUOPENaKCWH) Obl-
No 06HapY>eHo, YTO Y GONbLUMHCTBA /tofeld nocne BHYTPYBEHHOrO BBe-
[eHns pacTBopa 3TOro npenapara HacTynaeT paccnabiieHue CKeneTHbIX
MbILLL, U 2-3 MUHYTHas OCTaHOBKA AbIXaHWs. Y HeKOTOpbIX /ofei napa-
Y MYCKYNaTypbl M OCTaHOBKa AbIxaHusa Anatesa 2-3 vaca u 6onee.

3Tuonorvs u naToreHes. Kak BbIACHUIOCH, HE60/MbLIAA MPOSOMIKU-
TeNbHOCTb AENCTBMA CYKLMHUNXONHA 06YCNOBEHa TeM, YTO MOA BAMS-
HMEM MCEBLOXONMHACTePasbl OH BbICTPO MMAPOAU3YETCA U UHAKTUBUPYET-
c. [ceBAOXONMHACTepasa, NpeAcTaB/stoLLas co6oi rAMKonpoTens ¢ Mo-
NeKynsApHoin maccoii okono 300 000 1 cogeprKallasicsi B CbIBOPOTKE KPOBY,
pasNYHbIX TKaHAX, obecneymBaeT ruaponn3 aUpoB XONUHa, PasInUHbIX
anuMaTMyeckUX M apomaTuyeckmx KUCIOT. B pesynbTaTe e pe3Koro
CHWKEHWS aKTMBHOCTM CbIBOPOTOYHON MCEBAOXONMHACTEePasbl GbICTPON
MHaKTVBALMM He HacTyrnaeT, YTO OKa3bIBaeTCs YpeBaTo A/MTEeNIbHON OcTa-
HOBKOW ApblxaHus. [anbHelliee n3yyeHne BO3HMKLLEA Npo6neMbl NMokasa-
N0, YTO CHWDKEHME aKTUBHOCTU (hepMeHTa 00YCNOBNEHO U3MEHEHUSMU Ero
aMWHOKMC/OTHOIO COCTaBa, KOTOPOE MOXET ObITb 06HAPYXKEHO M Y POACT-
BEHHWKOB 3TOr0 Ye/I0BEKa, T.6. UMEET HaC/NeACTBEHHbIN xapakTep. JedekT
HacnefyeTcs Mo peLeccyBHOMY TuMy. B 60MbLIMHCTBE NOMYNAUMiA, B Ya-
CTHOCTW €BPOMENCKON, KOMNYECTBO NH0AENA, reTeposnroTHbIX N0 MyTaHT-
HOMY ansiento, He npesbiwaeT 2-4%. YactoTa KIMHWYECKN 3HAYMMOTO To-
MO3UIOTHOTO HOCWUTENIbCTBA MYTAHTHbIX FEHOB B 3TWUX MOMyNAUMsAX CO-
cTasnigeT 1:2000 - 1:3000. OfHaKo CYLLECTBYIOT MOMYNAUMKU, B KOTOPbIX
YyacToTa reTepo3UroTHOr0 HOCUTE/IbCTBA MYTAHTHOMO a/lIeNs 3HaUUTE/IbHO
Bbllle. TakoBbl, HanpuMep, NOMy/ALMM YEXOB U COBaKoB (7%), eBpeeB
MpaHa 1 Mpaka (10%). YacToTa roMo3uroTHOro HoCUTenbCTBa B HUX A0C-
Turaet 1:400. B KOXHOW NHAWMM unicno nrogeld ¢ NoNHbIM UK MoYTK Nof-
HbIM OTCYTCTBMEM AKTMBHOCTMW TCEBLOXONMHICTEPasbl COCTaBnseT 2,5%.
CunTaeTcs, UTO CUHTE3 BENKOBOM YacTW MONEKY/bl NCEBAOXONNHICTEPasbI
obecrneymBaeTca pALoM anneneli CTPYKTYPHbIX reHoB. MyTaums ofHoro
WM HECKOMbKMX M3 HUX MPUBOAMT K 06pa3oBaHWI0 aTUNUYHbIX MOEKY
thepmeHTa. OTANYUTL HOPMASIbHBIA (hepMEHT OT aTUMUYHOrO MOXHO C Mo-
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MOLLbH0 MHIMGUTOPOB MCEBLOXONMHACTEPa3bl — AnbyKanHa (COBKavHa) v
hTopuga HaTpus.

JNeyeHre. Cnoco6oM KynmpoBaHUs AMTENbHOM OCTAaHOBKU [bIXaHUs
MpU MPUMEHEHUN CYKUMHWIXO/IMHA SIBNSIETCS BHYTPUBEHHOE BBEAEHME
CBEXel JOHOPCKOIA KPOBM C HOPMasIbHOM aKTUBHOCTHIO NMCEBAOXO/IMHACTE-
pasbl, ObICTPO FMAPONM3YIOLLEN MUOPENAKCAHT Y KyMUpYHoLLeli ero aencT-
Bre. K aHasorMyHoMmy pesynbTaTy MpUBOAMT BHYTPUBEHHOE BBEAEHME
pacTBOpa MceBLOXOMMHACTEPasbl, BbIENEHHOW 13 JOHOPCKOW KPOBY.

HefgocTaToYHOCTb MH0K030-6-hocthaTaernaporeHassi

HepocTaTouHOCTL  FNHOKO30-6-thocdataerngporeHassl  (M-6-d 0N
OTHOCUTCA K YUC/y PacrnpoCTPaHeHHbIX HACNeACTBEHHbIX AetekToB. Ho-
CUTENSMU ero B Mupe ABAAKOTCA, MO KpaviHel mepe, 200 MH. YenoBek.
Brepsble AaHHYH0 NaTonorMio 06HapyXmam y amepukaHCKuX Herpos. Mpu
npvieMe NPOTUBOMANSPUIAHOIO Npenapara NpuMaxmHa y kaxaoro 10-ro u3
HWUX pa3BMBA/ICA FEMONUTUYECKMIA Kpu3. Tlocnepytolme 6UMOXUMUYECKme 1
reHeTUYeCcKre NCCNefoBaHNS MOKAa3a/In, YTO Y TakKuX 60MbHbIX aKTUBHOCTb
-6-® I He npesbiwaeT 15% 0T HOPMbI.

JTwvonorus n naToreHes. -6-® nrpaet BaxHy pofb B 06MeHe
YINeBOAOB, B TOM YUC/Ie B 3pUTPOLMTAX, FAe OHa KaTaam3upyeT OKUCIEHNE
rN0K030-6-thochata B 6-(hocdornokoHaT. B 3Toil peakuymn obpasyeTcs
BOCCTaHOB/EHHBbIIA HUKOTUH-aMU-afleHUH-ANHYKNeoTuA-ocgaT
(HAL®.H2), koTopblil B fasibHeLeM UCNONb3YeTcA Ans BOCCTaHOB/EHNS
rNyTaTuoHa, a TakkKe YacTUYHO MeTremornobuHa B remorfiobuH. BoccTa-
HOBJ/IEHHbI TNYTATUOH 3alluLLaeT reMornobuH W TUONOBble (DEPMEHTHI,
NOALePXMBatOLLME HOPMASbHYHO NPOHMLAEMOCTb MEMOpaH 3pUTPOLIUTOB,
OT OKMC/IUTENbHOIO AEVCTBUSA Pa3MYHbIX BELLECTB, B TOM YMC/Ie U NeKap-
CTBEHHbIX npenapaToB. lMpu HegocTatouHocTn M-6-OAI nprem HeKoTo-
PbIX NEeKapCTBEHHbIX CPEACTB BeAET K MAacCMBHOMY PaspyLUEHWIO 3pUTPO-
LMTOB (reMONUTUYECKME KPU3bl) BCMEACTBME MafileHUs COLepXaHus B HUX
BOCCTQHOB/IEHHOr0 TNyTaTuoHa W fecTabunmsauum memopaH. KoHTposb
cuHTesa M-6-® A6 Ha prbocoMax KIeTOK OCYLLECTBASETCA TeHHbIM anna-
patoM X-XpOMOCOMbI. V3BECTHO HECKO/IbKO HOPMasbHbIX BapUaHTOB 3TO-
ro epmeHTa 1 0kono 150 aTUMUYHBIX. TeMONUTUYECKME KPU3bl Y Takux
NtoJei BbI3bIBAKOT HE TOMbKO NEKAPCTBEHHbIE CPEACTBa, HO U KOHCKWe 6o-
6bl. Mo nx naTMHCKoMy HasBaHMo Vicia fava 3ab6oneBaHue 66110 Ha3BaHO
“haBmM3MOM”. TOKCUYECKMMM BELLECTBaMM KOHCKMX 6060B SIBNSOTCA Npo-
JYKTbI rUaponm3sa B-rnnko3ngos (BULMH 1 KOHBULWH), KOTOpble 06/1agatoT
CUbHBIM OKUCNINTENbHBIM AeicTBreM, B 10-20 pa3 NpeBOCXOAALLMM Tako-
BOe aCKOpPOUHOBOM KUC/OTbI.

KnnHuka. O6bI4HO 60/1e3Hb HAUMHAETCS C BHE3AMHO BO3HUKAOLLEro
03H06a ¥ pe3koit cnabocTu, Nepexoasiueld B konnanc, nageHns Konuyectsa
3pUTPOLMTOB. Pexxe B Ka4yeCTBE NepBbIX CUMMTOMOB BbICTYMAKOT r0/10BHas
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60/1b, COHAMBOCTb, PBOTA, >KE/TyXa, KOTOpas CBfi3aHa C reMONU30OM.
BcTpeyanucb cnyyan asm3mMa y rpyfaHbIX AeTeld, MaTepy KOTOpbIX YNoT-
pebnsanu B MULLY KOHCKMe 606bl. XKenTyxy npu HegoctatouHoctn [-6-
@A 06BACHAIT HapyLLEHWEM [/TIOKOHU3MPYIOLLEN aKTUBHOCTU NEYeHMN.

HekoTopble npenapaTbl OKa3blBAOT rEMOMIMTUYECKOE [elcTBUE Y
Nofei ¢ HeAoCTaTOMHOCTLI0 M-6-P I TONMbKO NpY HaAMYMK Npeapacno-
nararowyx (HakTopoB: MHGEKUWSA, MeYeHOUHas M MoYeyHas HeJocTaTou-
HOCTb, AnabeTuyeckuii aunaos. Konnyectso nofei, npespacnosioxeHHbIX
K 3TOi (hepMeHTONATUM, BapbupyeT B nonynsaumm ot 0 go 15%, a B Heko-
TOPbIX MECTHOCTSAX gocTuraeT 30%. W3 BbIBLUMX CTpaH COLMaIMCTAYECKO-
ro CoApYy>XecTBa HeloCTaTOUHOCTb M-6-O I 1 (haBU3M BbISBASUCH Y XU-
Tenein AsepbaingpkaHa. B 60-x rogax B pecny6nvke 6bi10 3anpeLLeHo Bbl-
palyBaHme KOHCKMX 6060B, YTO NPKBENO K 3HAUUTENIbHOMY CHUXKEHUIO
4acToTbl 3a60/1eBaHMA.

Mpochunak TUKa 3aKnoHaeTcs B UHPOPMUPOBaHUY NIOAEN C Henoc-
TaTOYHOCTbIO M-6-® L 06 OMacHOCTM NPUMEHEHUS NPOTUBOMANIAPUIAHBIX
npenapaTtoB (MPUMaxmH, XUHUAMH, NamaxuH)\ Apyrux meavKameHTOB
(dbypasonmaoH, ypanbTagoH, HUTpodypaH, cynb(aHnnamug, cynb-
thanupuamnH, cynbMameToKCMNMpuUAasnMH) 1 npenapatoB {HadTanmH,
TPUHUTPOTONYON, TONYHAMHOBBIA CUHWIA), a TakKe HeobXoAMMOCTH
NCK/IIOYEHNS U3 MULLEBOIO pauyoHa KOHCKKUX 6060B, KPbIXKOBHUKA, Kpac-
HO cMopoAMHbIl. BonbHble ¢ gedmuntom M-6-OA AOMKHBI NOMHUTL O
TOM, UYTO MX AETM TaKXKe MOryT CTpafaTb aHaNOrMyHbIM 3a601eBaHUEM.

HefocTaToYHOCTb aleTUATPaHCtepasbl

Bckope nocne BHeApeHMs B MeAMLUMHCKYHO MPakTUKY rugpasnga
130 HUKOTUHOBOW K1CNoTbl {n3oHnasng, Ty6asusg) 66110 06HapYXEHO, YTO
MepeHOCUMOCTb 3TOr0 Npenapara 60/bHLIMU HEOAMHAKOBA.

JTuonorvs 1 naToreHes. B ocHOBE MHAVBMAYa&IbHON YyBCTBUTE/b-
HOCTW OpraHn3Ma K U30HMasnay NeXxuT HeoAnHaKoBas MHTEHCUBHOCTbL ero
meTabonmsma: mnocse OfHOKPaTHOro npuema M3oHMasnaa y ofHWMX 60/b-
HbIX BbIAeNsSeTCcA C MOYOI 6-7% BBeAEHHOro npenapara B MeTabonmsmpo-
BaHHOI hopme, Y ApYruX - BABOE GOMbLLE.

OCHOBHbIM MyTeM 6MOTpaHcopMaumm 3TOro npenapaTa ABseTCs
aueTunMpoBaHne. ALETUIMPOBAHME K30HMA3MZa OCYLLECTB/ISETCA Mpu
yuyacTum N-aueTunTpaHcdepasbl - epMeHTa, COLePXKaLLerocs B rneyeHu
yenoBeka. AKTVBHOCTb (DEPMEHTa FeHeTUYecKu 06YCMoB/eHa M Y pasHbIX
Nnofjen HeoguHakoBa. Y "MeAJieHHbIX" WHAKTMBATOPOB KOHLEHTpPaLWs
M30HMa3Maa B KPOBU BCErfa 3HAUMTENbHO BbILLE, YeM Y "6bicTpbIX". CoOoT-
HOLLEHNe MexXay "MefAneHHbIMA" 1 "BbICTPbIMU™ MHAKTNBATOPaMM U30HMA-
31fa B pasHbIX NOnynaumax konebnetcs. Tak, MeAeHHbIMU MHAKTUBATO-
pamu SiBASOTCA TONbKO 5% 3CckMMOCcoB 1 45% amepukaHueB. Uncno "6bl-
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CTPbIX" MHaKTMBATOPOB B 3anagHoi Espone n VHgum gocturaet 50%, a B
AnoHnn — 90-95%.

*[InA onpefeneHns CKOpPoCcTY MHAKTMBALWM M30HMA3naa u3me-
PAT KOHUEHTPALMIO ero B njasmMe KpoBW CnycTs 6 4 nocne ofHo-
KpaTHOro npuema npenapaTa BHYTpb B fo3e 10 mkr/kr. Ecnn cogep-
>KaHue u3oHWasnaa cocTasnseT B CpeaHeM 0kono 1 Mkr/mna, 601bHOro
OTHOCAT K ObICTPbIM MHAKTUBATOPaM, eCiu OKOMo 5 MKr/Ma — K
MeZIeHHbIM.

KnvHnka. Y HeKoTOpbIX MauMeHTOB, CTpajatoLimx Ty6epKynesom,
MpreM U30HWA3WA BbI3bIBAET FOMOBHYHO 60/1b, FO/IOBOKPYXKEHNWE, TOLLHOTY,
pBOTY, 60NMM 3a FPYAVHONA, pasfpaXMTeNbHOCTb, GECCOHHWLYY, Taxukap-
Ao, VIHorja Ha (hoHe npuema npenapara pasByBaeTCs CUMNTOMATHKA Mo-
NuHeBpuTa. Kak BbIACHWNOCH, TakWe peakuyn BO3HUKAKT Y 60MbHbIX C
Me[JIEHHON MHaKTUBauuel n3oHWasnga. Mpu 3ToM NosiBfeHre No6OYHbIX
peakuunid He BUSET Ha 3PEKTUBHOCTL AENCTBUSA U30HMA3MAA Ha TyBepKy-
Ne3HYH0 MasouKy.

MpodmnakTuka. Mpn HasHayeHUM M3oHMa3Mga 60MbHBIM TyBepKy-
Ne30M HeobXoAMMO YUMTbIBaTb CKOPOCTb ero Metabonmnama. Mpu npoumnx
paBHbIX YCNOBUAX ObICTPbIM WMHAKTMBATOPaM W30HMA3ML Ha3Ha4yalT B
60/bLIMX 033X, YeM MeJ/IeHHbIM MHAKTMBATOpPaM. Y nocnefHuX npenapar
LienecoobpasHo couvetatb C MUPUMAOKCMHOM (BMTaMMHOM BE), KoTOpbIi
npeaynpeXxxaaeT pasBuTve NOMMHEBPUTA U HEKOTOPbLIX APYTUX MOGOYHbIX
peakuuid.

CKOpOCTb aLeTUIMPOBaHUA MOXET 6ObITb Pa3/IMUHON He TObKO A5
M30HMa3Maa, Ho U ans cynbagumesnHa, rnapanasunHa, npasosuHa.

HepocTaToO4YHOCTH KaTanasbl

B 1947 r. anoHckuii otonapuHronor S. Tokachara, npu neyeHun
raHrpPeHoO3HON rpaHynembl CMHyca Hoca y 1lneTHeil AeBOYKM, 3aMeTuA,
YTO 06paboTKa paHbl PpacTBOPOM MEPEKMCH BOLOPOAA He CONPOBOXAaNach
06pa3zoBaHNEM My3bIPpbKOB KWCMOPOAA, a LBET KPOBW CTaHOBM/ICA KOpWY-
HeBO-YepHbIM. Mpn 6MOXMMUYECKOM aHanm3e 6bINo YCTaHOBIEHO OTCYTCT-
BME KaTanasbl B KPOBU U TKaHAX 3TOi 60MbHON. 3aboneBaHue OblO Ha-
3BaHO aKaTanasvel.

JTwnonorua n naToreHes. Akatanasvsi nepefaeTcs no ayTOCOMHO-
peueccuBHoMy Tuny. Kartanasa paspyLuaeT nepekucu, obpasyrouimecs B
opraHu3Me, a TakXKe y4acTByeT B MeTab0/M3me 3TUI0BOro M MeTUIOBOro
cnupTa. B pesynbTate peakuum o6pasyeTcs OrpOMHOE KO/IMYECTBO MEKMX
Ny3bIpbKOB MOMIEKYNIAPHOIO K1cnopoga. Ha aTomM OCHOBaHO MpUMeEHeHMWe
pacTBOpPOB MEPEKMCH BOAOPOAA B MEAMLIMHCKON NpaKTUKe ans 06paboTku
paH, 38, W T.N. MNpy HOPMa/IbHOW aKTMBHOCTW KaTanasbl 06pasytoLyecs B
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OpraH13Me WM 3K30reHHbIE MEPEKMCU He YCNEBAKOT OKUCISATb SHAOTEHHbIE
BELLECTBa, B TOM YMC/1e FTEMOT/I00UH.

KnuHuka. AkaTanasvsi 06bI4HO NPOSIBASIETCA B MOAPOCTKOBOM BO3-
pacTe peLMaVBUPYIOLLMMI U3bA3BNEHNSAMU eceH. B 6onee TAXENbIX Cry-
yasix BO3HMKAeT abBEOMSAPHas raHrpeHa, aTpodust feceH, BbiNafeHue 3y-
60B. K 1978 r. B Mmupe 6bin0 onucaHo 6onee 100 Takux 60/bHbIX. Y N0J0-
BMHbI M3 HMX HabMKofanach raHrpeHa poToBOW MOMOCTM U HOCOF/IOTKY, Y
OCTa/lbHbIX 3ab0/ieBaHMe MPOTEKaNo 6GecCMMMNTOMHO. 3/10KauecTBeHHas
(hopma XapaKTepu3yeTcs pacnpoCTPaHEHNEM FaHTPeHbI Ha MSITKWE TKaHW U
KOCTV YentocTell. BbipaKeHHbIX M3MEHEHUIA B 3pUTPOLMTAX He MPOUCXO-
ONT, TaK Kak feuunT KaTanasbl KOMNeHCMpyeTcs Apyrumuy hepMeHTaMu.
Jlloan ¢ rvnokatanasveid M 0COGEHHO C akaTanasveil 061agatoT BbICOKOM
UYBCTBUTENLHOCTLIO K CAMPTHBIM HAanWTKaM M3-3a YMEHbLUIEHUS CKOPOCTU
OKWCNEHWs 3TUIOBOrO cnupTa. Mpw akatanasuu NocnefcTBrst OTPaB/IEHNS
METaHO/OM ([pEBECHBIM CMIMPTOM) MEHEe BbIPaXKEHbI, TaK KaK Y HUX MeTa-
HOM OKWCNSETCA MEHee WHTEHCMBHO, a CofepXaHue opMmanbaerunaa,
MPOMEXYTOUYHOrO MPOAYKTa OKUCMEHWS1 3TOFO CMMPTa, He JOCTUraeT Bbl-
COKOTO YPOBHSI.

[JunarHocTyKa akaTanasnm OCHOBbLIBAETCS Ha JaHHbIX aHaMHe3a U1 pe-
3ynbTaTax COOTBETCTBYHOLLMX 1aBOPaTOPHbLIX UCCeLoBaHWA. Heobxoammo
YUUTbIBaTb Ha/MuMe B MPOLLIOM YacTbIX BOCMa/MTE/bHbLIX MPOLECCOB B
nonfocTu pTa, 3aboneBaHuii 3y60B, AECeH, a TaKXXe Haiuyve A3, 3p0o3uii,
aNlbBEO/ISIPHONA FaHrPeHbl.

Cneungrnyeckoro neyeHns akatanasuu He cyluectsyeT. pu Haim-
YMKM BOCMANTENbHBIX 04aroB UCMOMb3YIT aHTUOMOTUKM, Cyfb(haHWunamMu-
[bl, aHTUCENTMNYECKMe CPEACTBA U T. 4.

ATNNWYHbIE peaKuun Ha NeKapCTBEHHbIE CPeAcTBa Npu Ha-
cneacTBeHHbIX HapyLUeHUAX obmeHa BeLLlecTB

Bpo>kaeHHast MeTTeMorno6uHeMus

JTwonorus n naToreHes. B HopMe B 3pUTPOLIMTAX KPOBW HAXOAUTCS
B He60/bLUMX KonnyecTBax (0,5-3%) MeTreMornobmH. B oTanMumne oT oKeu-
remoriobuHa MeTremMorfiobvH He MPUroAeH K TPaHCMOpTY KWciopoja ms-
3a COAEePKalLLerocst B HEM KUC/TOPOACBA3bIBAOLLEr0 TPEXBANIEHTHOO XKene-
3a. MHorue nekapcTBeHHble BellecTBa (HUTPOrANULEPUH, CynbthaHuna-
mMugbl, xnopamgenukon, MACK, aHTUNUPUH U T.4.), OCOGEHHO NpU KX
LNUTENbHOM MPUMEHEHUM B 60MbLUMX [03aX, BbI3blBAOT METremMornobu-
Hemuto. OfHaKo Y 6O/MBLUMHCTBA NIH0AEN Mog, BAVSIHUEM MeTTeMOor1o61H-
pefyKTasbl 6bICTPO MPOUCXOAUT BOCCTAHOB/IEHNE HEOOGXOAMMON KOHLIEH-
Tpauum MeTremornobrHa. Mpu HacneACTBEHHOW HefOCTaTOYHOCTM MeTre-
MOFNI06VHpeyKTasbl 3TOF0 BOCCTAHOB/IEHUS He MPOUCXOAUT U KOHLIEH-
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Tpaums MeTremorfiobuHa B KpoBM 60/bHbIX Pe3ko nosbiwaetcs (4o 30-
40%). HepgocTaTouyHOCTb MeTreMorfiobuHpesyKTasbl nepefaeTcs no ayTo-
COMHO-PELLECCMBHOMY TUMY Y YyBCTBUTENIbHOCTL TakUX OAEN K TOKCUYe-
CKOMy [e/CTBMIO METremMori061HO6pasyoLLMX NEKapCTBEHHBIX CPeLCTB
0YeHb BbICOKA.

KnmHuka. CuvmnTOMaTUKa pacCTpoiicTBa OMNpeaensieTcs CTeneHbo
JethuLMta NoCTaBKM KUCOPOAa K TKaHSM OpraHu3Ma, B NepByto ouepesb K
TKaHAM MO3ra W XapakTepusyeTcsl LMaHO30M KOXU finla, KOHEYHOCTEN,
HapacTaroLLel cnaboCTbio, FON0BHOW 60/bH0. MOXET BO3HMKATb TOLLIHOT,
pBOTa. be3 neyeHWs Takoe COCTOsIHWE COXpaHsieTca 40 12 yacos.

Kpome Toro, 6bi710 3aMe4eHo, YTO Takue AN UMEKOT BbIPaXXEHHYIO
YCTOAYMBOCTb K AEACTBUIO CUHW/ILHOM KMCMOThl. OHWM MOryT 6e3 nocneg-
CTBUI MPUHATL J03Y UMaHnga Kams B 40 pa3 MpeBbILLAOLLYI0 CMepTe/lb-
HYIO [17151 Ye/I0BEKA C HOPMa/TbHOM MeTreMornobuHpeayKTasoii. B kauecTse
MCTOPUYECKOTO MPYMEpPa OMUCHLIBAETCS MOMNbITKA OTPaBUTb LMaHUAOM Ka-
nns asoputa Poccuiickoid uMnepaTpuubl, >eHbl Hukonas 1, «cTtapua»
[MpyLwkn PacnyTuHa.

JeyeHue. Mpy BbIPWKEHHON CTENeHU MeTreMOrsiobuHeMUN BHYTPU-
BEHHO BBOJAT MeTWAEHOBbIA CUHUIA (1-2 Mr/Kr) 1 Ha3Ha4aloT ackopbu-
HoBYO Kucnorty rno 0,3 .

Mopdmpum

Moptmpun LWMPOKO pacnpocTpaHeHsbl B LLBeunn, Hopeerum, HOx-
Holi Adpuke.

JTuonorma 1 naToreHes. B oTnnume oT npeaplayLwyx dhepMeHTona-
TWUIA, NOPUPUN CBA3aHbI HE C MOHVKEHWEM aKTUBHOCTU WM KOHLEHTpa-
UMM (hepMeHTa, a C UX MOBbILLEHNEM. 3ab0neBaHMe NepeaaeTcs Mo ayTo-
COMHO-[IOMUHAHTHOMY  Tuny. [lpyu  WMHTEPMUTTUPYHOLLE  nopdmpum
BC/NEICTBUE MOBbILLEHNSI aKTUBHOCTU CUHTETasbl d-aMWUHONEBYNEHOBOM
KUCMOTbl  PE3KO  YBE/IMYEHO  KOMWYECTBO  3TOW  KWUCNOTbl U
nopghobunnHOreHa B NeYeHN N MoYe 60MbHbIX.

KnmHuka. 3aboneBaHne NPOSBASETCS MPUCTYNaMU KWLLIEYHOR Konu-
KW, NOMMHEBPMTaMK, MapanMyamMi MbillL, MCUXMYECKUMU PacCTPOCTBa-
MM, 3NUNENTUYECKUMM Mpunagkamn u 1.4. O60oCcTpeHus 60ne3HNM NPoBO-
LMpytoTCs 6apbuTypaTamu, a Takke CynbaHunammuaHbiMi npenapata-
MK, 3cTporeHamun (B TOM Ymcne coaepXalyMmncst B NpoTMBO3aYaTOUHbIX
cpefcTBax), aMuAoNMPUHOM, Fpr3eodyNbBUHOM, HEKOTOPbIMK TPaHKBU-
Nn3aTopaMy 1 NPOTUBOCYAOPOXHLIMM CpeacTBamn. JTU Mnpenapatbl ycu-
NnBatoT 06pasoBaHMe d-aMMHONEBYNEHOBOW KWCNOThL. B cBOKO ouepeab
BEPOATHOCTb MPUMEHEHUs 6apOUTYpaToB M TPAHKBMIM3ATOPOB GOMbHBIMM
nopmpmaMI BeCbMa BbICOKA, TaK KaK Y HUX HabMOAAKTCA YacTo MCUXK-
YEeCKMe pacCTPOIACTBA M ANMNENTUYECKIE MPUNAAKMN.
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MpodmnakTUkKa. Y nauueHTa npu cebe Jo/MKeH MOCTOSIHHO Haxo-
JUTLCS MepedeHb NPenapaToB CMOCOGHbIX BbI3BaTb MaTOMOMMYECKYHO pe-
aKumMo. A MeauUMHCKMe paGOTHUKM [OMKHbI 3HaTb, YTO BBEAEHME 6ap6u-
TYpaTOB TaKuM GO/bHBIM MOXET MPUBECTM K HEOBpPaTUMbIM MOCNEeACTBU-
SIM, a HEPEAKO U K BbICTPOIA CMepTH.

HacneacTBeHHbIE HETEMONN T UYECKNE XKENTYXU

HacneactBeHHast HEreMONIMTUYECKAs KENTYXa HOBOPOXAEHHbIX
(cuHapom Kpurnepa - Halisipa) umeeT aBe caMocTosTelbHble opMbl. Of-
Ha M3 HUX CBSI3HA C OTCYTCTBMEM B MEYEHU FKYPOHUTTpaHcdepassbl 1
HacnegyeTcs Mo ayTOCOMHO-peLecCMBHOMY Tuny. BTopas Hacnegyetcs no
ayTOCOMHO-JOMVHAHTHOMY TWUMY M 0BYCNOB/IEHA CHUXXEHWEM aKTUBHOCTM
[MIOKYPOHUATPaHcepasbl, YTO MEHSIET CMOCOBHOCTb MeyeHn 06pa3oBbl-
BaTb /IIOKYPOHAT 6UAMpY6MHA, a COOTBETCTBEHHO BEAET K HAKOMIEHUO
6mnmpy6mHa B neueHn. Bo BTOpPOM cyyae HapyLueHa 6roTpaHcthopmauus
HEKOTOPbIX NEeKapPCTBEHHbIX CPeACTB (KOPTMW30H, XN0OPMULETUH), KOTO-
pble He MPEeBpaLLaloTCs B IIOKYPOHUABI, KYMYIMPYHOTCS B OpraHu3me u
MPUBOAAT K XXENTyXe.

MpodunakTyka. [103bl TaKUX NPEnapaToB AO/MKHbI ObITb CHYDKEHBI.
HekoTopble nekapcTBeHHble cpeacTBa ((heHobapbuTan, 3UMKCOpPUH) Mo-
BbILLAKT aKTUBHOCTb F/IOKYPOHUNTPaHCGepasbl U C YCNEXOM UCMONb3y-
tOTCA AN5 NeUEHUS HACNIEACTBEHHbIX HEreMOMUTUUECKUX XKENTYX.
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OBLWWE NPUHLNTIBbI NTEHEHUA N TMTPOPUTIKTUKN
HACNEAOCTBEHHbLIX BOJIESBHEWN. TEHETUYECKAA
3TUKA

O6LLMe NPUHLNNBI SleYeHUs HacneACcTBEHHbIX 60/1e3Hel

Ecnn B nepBble AeCATUNETUS Pa3BUTWSI MEAULHCKOW reHeTUKN BO-
MpOChI NeYEHUs HAC/eACTBEHHbIX 6O/E3HEN pacCMaTPUBANNCh B MECCUMU-
CTMYECKOM CBeTe, TO K KOHLUY XX Beka 3TW B3r/isiabl NpeTepneny 3Hauu-
Te/lbHble MO3UTUBHbIE MepeMeHbl. TO CBS3aHO C MPOrPecCcHBHLIM COBEP-
LUEHCTBOBAHMEM [MarHOCTUYECKUX BO3MOXHOCTER, UTO MO3BOMSAET Ha
PaHHMX CTaAusX NPosiB/eHWst 3ab0oneBaHNs UM faxe [0 ero nposiB/eHUs
onpefensiTb €ro NpUUKHbl, NaTOreHeTUYECKNE MEXaHU3Mbl U U3bICKMBATb
MeTOfbl KOMMEHCaLMN 0OMEHHbIX AeDeKTOB. HanpaBieHUs neueHnst MoryT
ObITb PasHbIMU U 3aBUCAT OT TOrO, KakvM MyTeM peausyetcs AeicTBue
MYTaHTHOrO reHa. Hampumep, OTCyTCTBME WM G/IOKMPOBaHWE AENCTBUS
KaKoro-To ¢)epMeHTa MOXET MPUBECTU K GOKMPOBaHWIO OMPEAeNeHHOro
3BEHa MeTab0/IMYecKoro npouecca, BCNEACTBME YEro B OpraHusMe Mpo-
M30MAET HaKOMIeHWe MeTaboMTOB UM NEpPBOHaYaIbHOrO cy6eTpata, 06-
NafatollMxX TOKCUYECKUM JAeicTBreM. nn Groxummnyeckas peaxumsi Mo-
XET MONTU MO HeXapakTepHOMY [/ [aHHOr0 OpraHu3Ma HarpaefeHUHo,
4TO NpYBEAET K MOSIBMIEHNI0 «UYXXEPOAHbIX» COEAUHEHWA. B cuny Tex xe
MPUYMH B OpPraHW3Me MOXET BO3HWKHYTb Ae(MUMT OnpefeneHHbIX Npo-
[YKTOB, HEOOXOAMMBIX [J11 3HEPreTUYECKMX M BOCCTAHOBUTENMbHLIX MPO-
Leccos. MoaTomy neveHne byaeT Tem 60see 3PHEKTUBHLIM, YEM paHbLLe
Mbl €r0 CMOXKEM HauyaTb U YeM B BOJbLUEl CTEMEHN CMOXEM HeRTpanm3o-
BaTb WM KOMMEHCUPOBATb FEHETUYECKN JETEPMUHMNPOBAHHYH) MaTOKMHE-
THKY.
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3amecTuTenibHaa Tepanusa

, 3amecTuTenibHas Tepanus 3akN04aeTCs B BBEAEHUM B OPraHu3Mm OT-
CYTCTBYIOLLMX WM HepocTaroLmx cybeTpatoB. Hambonee feMOHCTpaTuB-
HOI (hOPMOIA 3aMeCTUTeNbHON Tepanun SBNSETCA NleYeHne caxapHoro Ama-
6eTa BBeJEHWEM WHCYNMHA. TOsBMEHME MHCYNUHA B MEAULUMHCKON Mnpak-
TUKE paguKaibHO W3MEHWO XM3Hb 3TON KaTeropuu 60/bHbIX, CHU3WO
CMEpPTHOCTb, UHBA/IMAHOCTb, MO3BOMW/IO MPOA/INTL TAKUM JIFOAAM XM3Hb U
YNYULUNTL ee KayecTso.

C ycrnexoMm MpUMEHSETCA 3aMEeCTUTENbHAA Tepanus Mpu NeYeHun
60ne3Hu MapkuHcoHa. Kak oTMeyanoch B NpeablayLimx feKuusx, B OCHOBE
HEBPO/IOTMYECKUX HapyLLUEHUI, BO3HMKAIOLWMX MPU 3TOM 3ab0/eBaHUM,
NEXWUT CHUKEHWUSA KOHLEHTpaumy godammHa B TKaHAX mosra. lMpefLecT-
BEHHUKOM B LENW CWHTe3a fotaMuHa SBNsSETCS amuHokucnoTa L-3-4-
aurngpokengenHnnanainH  (L-4O®PA). HasHaueHve npenapaTos, COAep-
Xawmx L- JODA (kakom, CUHEMeT, Madornap) mno3sonseT Ha 5-10 net
YNYYLNTb ABUraTefbHble BO3MOXHOCTW 60/IbHOr0, YMEHbLUWUTL MbILLeY-
HYIO CKOBaHHOCTb, B PAfe C/lyyaeB TpemMop. K CoXaneHuio, B JaHHOM Chy-
Yyae 3aMecTuTe/NlbHas Tepanus, yydllas KayeCTBO XMW3HW, HE MEHSET ee
MPOLO/HKUTENBHOCTb.

3amecTuTeNbHas Tepanus npenapaTtaMmu iofa U TMPeoWauHa nprme-
HAeTCA NPWU HACNeACTBEHHbIX AedekTaX CUHTe3a TUPEOUAHbLIX rapMOHOB;
NIIOKOKOPTUKOMZAMU - MPU  afpeHOreHUTalbHOM  CUHAPOME; raMma-
rno6ynmMHOM - Mpu gucrammMariodyiMHeMum 1 T.4,

[ns noBbiweHns aheKTUBHOCTM 3aMeCTUTENLHON Tepanuu paspa-
6aTbIBAIOTCA UMMYHOHEAKTVBHbIE DOPMbI NPenapaToB € NPOMOHIMPOBaH-
HbIM [elCTBMEM, HampaB/ieHHbIM TPAHCMOPTUPOBAHMEM K "KNETKaM Mu-
LUeHAM". B 4aCTHOCTM M3BECTHO, YTO BBOAWMbIE (DEPMEHTLI HEPEAKO Bbl-
3bIBAOT MMMYHOJIOTUYECKYHO PEaKLMi0 MO TWUMY aHTWUreH-aHTUTENO, Heil-
TPaNM3YHOLLLYHO B UTOre XenaeMblid 3dihekT. C Lenbto "060MATI” yKasaHHYH
peakumio epMeHTbI "ynakoBbIBAIOTCA" B IMMNOCOMbI - UCKYCCTBEHHO CO3-
[aHHble MUNUAHbIE YaCTULbl, COCTOALLME M3 MATPUKCA U NUMWAHON MeM-
6paHbI-060/104KN. B Takoi cuTyaumy nunugbl 3aliuilaloT MaTpukc OT
MMMYHOKOMMETEHTHBIX KMETOK U CMOCOBCTBYHOT MPOHWKHOBEHWIO UMO-
COM B K/eTKU. B KneTke nof AeiCTBMEM 3HAOTEHHbIX Mna3 060/104Ka -
MOCOMbI Pa3pyLIaeTCcsd U CofepXalumiicss B HUX (DEPMEHT, CTPYKTYPHO K
(hYHKLMOHa/IbHO COXPaHEHHbIRA, BCTYNaeT B COOTBETCTBYHOLLYIO pPeaKLmio.

Ele ogHMM cnoco60M TPaHCMOPTUPOBKM GENKOB B TKaHU ABMSETCA
HaCbILLEHWe UMW 3pUTPOLMTOB. N8 3TOr0 3pUTPOLUTHI BOMBHOMO WHKY-
OUpYIOT B TMMOTOHUYECKON cpede C fobaBneHueM B Hee 6enka. Mocne
BOCCTaHOB/EHWNSA N30TOHWYHOCTY Cpefbl YacTb 3pUTPOLMTOB ByaeT coaep-
XaTb 6e0K, NMPUCYTCTBOBAaBLUWIA B cpede. Takue "HarpyXeHHble" 3puTpo-
LMTbl BHOBb BBOAAT B OpraHu3m.
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Kak 3aMecTUTENbHYI0 Tepanuio MOXHO paccMaTpvBaTb MepennBa-
HWe NeiikouUTapHOl Macchbl MM Mas3Mbl KPOBU 3[40POBbIX JOHOPOB 60/1b-
HbIM C U36bITOUYHBLIM HAKOMIEHWEM MPOAYKTOB HapyLLEHHOTo MeTabonn3-
Ma. Takoe feyeHne faeT aheKT Mpu MyKOMonmcaxapugosax, 60/esHu
®abpu 1 OCHOBLIBAETCS Ha BBEAEHME B OPraHM3M HefoCTalOWMX ANs 61o-
TpaHchopMaLuy NPOAYKTOB HAKOM/EHWs (DePMEHTOB, COAEPKALLMXCS B
neiikoumTax U nnasme 340pOoBbIX NOAei.

[neTtoTepanusa

Mpn MHOrMX 60ne3HAX 06MeHa BelLecTB fledebHOe NUTaHue ABNSEeT-
€A eJMHCTBEHHLIM METOLOM MAaTOreHeTUYECKOro fieYeHns U NPoQUIaKTy-
K. [N ycnewHoro npuMeHeHUs neyYebHOro NUTaHWS BaXXHO Ny60KO
3HaTb BCK NOCMe0BaTeNbHOCTb HapyLUeHHOro o6MeHa, MpOrHO3MpoBaTh
BO3MOXHbIE BUOXMMUYECKME U CTPYKTYPHbIE NEPecTPOKY, BO3HMKAtOLLME
MpW OrpaH1yYeHUn NOCTYNNEHNUS TOr0 UAN MHOTO BELLECTBa.

OfHuM M3 Hambonee paHHUX CMOCOGOB AMeToTepanuu HacneacT-
BEHHbIX 60Me3He ABMACA Cnocob nedeHns HeHUNKETOHYpUW. [pn 3ToM
ayTOCOMHO-PeLeCCMBHOM  3a60NeBaHUM  HeJoCTaToOK — (peHunanaHnH-4-
rmaokKcunasbl Be4eT K TOMY, YTO MOCTyNalowWwmii ¢ NPOAyKTamMu MUTaHmA
(heHMNanaHWH NPeBpPaLLaeTCs He B TUPO3WH, a B (DEHUNMUPOBUHOI PaSHYHO
KUCNOTY, (heHnnaTunaMuH v T.4. ocnegHue 610KMPYHOT NOCTYM/EHME B
KNETKU HEPBHOM CMCTEMbI TPUNTO(aHa, HEOBXOAMMOr0 A/t CUHTE3a Hell-
POHa/IbHbIX 6€/1KOB, UTO B CBOK OYepefb BeAeT K pasBUTUI0 HeobpaTUMbIX
HEBPO/IOMMYECKMX W MCUXUYECKMX HapyLUeHWiA. JleueHne CBOAMTCA K Ha-
3Ha4YeHNIo aneTbl (6enKOBbIX MMAPONM3ATOB), CofepXKaHue eHunanaHnHa
B KOTOpO He A0MKHO npeBblwaTte 21% (bapawHeBa C.M., PbibakoBa
E.M., 1977) cyTouHOIi BO3pacTHOM (PU3MONOTMYECKOW HOpPMbI. MonHOoE Xe
NCKNIOYEHVE (eHUNaNaHNHA U3 NALLYM MOXET NPUBECTU K HapyLLEHUIO -
3M4EeCKOro pasBUTUA pebeHKa; M3OBLITOK - K 3alePXKKe MCUXMYECKOro pas-
BUTMA. DeKT AMeToTepanum 3aBUCUT U OT TOrO, KOrfa HavaTo fieyeHue.
Ecnn oHO Hayato B rnepsble 2-3 MecALa >XM3HU pebeHKa, BeposiTHOCTb
HOPMa/IbHOr0 PasBUTUS OYeHb BbLICOKAs, ECM B CPOKM OT 3 MeCcALEB [0
rofa - YAOBNETBOPUTENbHbLIX PE3yNbTaTOB MOXHO LOBUTHLCS B YETBEPTON
4acTun Cyyaes.

Koppekuus 06MeHHbIX HapyLUeHWin Yyepe3 neyebHoe nNuTaHue paspa-
60TaHa AN ranakTo3eMuu, HemepeHOCHMOCTU (DPYKTO3bl, runepaunuae-
MWW, TUNEPXONECTEPUHEMUM, TOMOLMCTUHYPUU. B HeBponormu guetoTe-
panus 1cnonb3yetca npu 60ne3HM BunbcoHa (renatoneHTUKynapHas fe-
reHepaums) - orpaHMYMBAIOTCA Kakao, NeveHb TPECKM, BUHOrPagHOe BUHO,
rpeLkvie opexy 1 Apyrve NpoLyKTbl, CogepXallie 3HauMTeNbHOe Konnye-
CTBO Megn. Hennoxoit ahtheKT aaeT 6e3pacTuTensHas aveTa npu 601e3Hn
Pedhcyma; orpaHuyeHve 6enka, 0COGEHHO FNMLUMHA U CEpUHA, MPU TNULK-
HEMUUW U T 4.
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BosgeiicTBMe Ha MeTaboN3M

MeTo[ OCHOBbIBAETCA Ha TOM, YTO OTAE/bHbIe NpenapaTbl CNOCOOHSbI
aKTMBMPOBATb UM TOPMO3UTb ONpeaeneHHble MeTabomueckue NpoLecesl,
B TOM 4uCe U BWOU3MEHEHHblE BCNEACTBME FEHETMYECKOro fedeKTa.
Mpu Takom 3aboneBaHuM, Kak cuHapom Kpurnepa - Haiisipa us-3a Hegoc-
TATOYHOCTU [NHOKYPOHUNTPaHC(epasbl yCuneHa BblpaboTka r/oOKYpPOHU-
[0B 6unupybuHa. HasHauyeHue TakmuM 60/bHbIM PeHobapbuTana, UHIM6K-
PYIOLLEro CUHTE3 [HOKYPOHUNTPaHcdepasbl, MO3BOASET YAYULLUTb UX CO-
ctosHue (M. Karon u gp., 1970).

OCHOBHbIM METOLOM /Ie4eHNs renaToNeHTUKYNSPHOW fereHepaumu,
MO3BO/IMBLLUMM NPOASUTbL X XM3Hb 1 KAYECTBO XXU3HW, B HACTOsLLEe Bpe-
MS SIBASETCA HasHaveHue umM d-neHuumnnamvHa (Kynpenun). KynpuHun
MHrM6YpyeT 06MeH Mefn B OpraHu3Mme, Croco6CTBYET BbIBEAEHUIO W30bl-
TOYHOrO ee KONMYecTBa W3 OpraHM3ma. MoXoxuid NpuHLMN MCNonb3yeTcs
[N1S NIeYeHUs TeMOXpoMarTo3a MpW HasHaudeHuW fecteppuokcamuHa; npu
nojarpe - anaonypuHona v TMonypuHona.

AKTVBaUMM MeTaboNMYeCKMX MPOLECCOB BCMEACTBME TEHETUYECKU
06YCNOBNEHHOIO CHWXKEHWSI aKTUBHOCTW BUTaMWHOB MOPOM MOXHO A0C-
TWYb NyTeM MapeHTepasbHOro UX BBeAeHWUs B 60/bLUMX fo3ax. [Mpumepa-
MU SBASKOTCA Meranobnactmyeckas aHemms, MojocTpas HeKpoTU3UpYo-
Was sHuedanommenonatus, 6one3Hb "Moya ¢ 3anaxomM cupona’ npu KoTo-
pbIX MOMOXMTENbHbIA 3MEKT AOCTUraeTcqd BBEAEHMEM BUTammHa B,;
KCaHTYpeHypusi, rOMOLIMCTUHYPUSA, TUNOXPOMHas aHeMust - BUTammHa B6;
MeTWUAIMarNoHOBble aHeMuu - B12 meranobnactuyeckas aHeMuUs B coYeTa-
HUK CO Cnaboymuem - (DONEBOI KUCAOTbI UT.A.

Xupypruyeckoe neyeHme

XUpypruyeckoe fleueHne MMEeT CUMMTOMATUUYECKYHO HampaB/eH-
HOCTb B OTHOLLUEHUM K HacMeACTBEHHOI W BPOXAEHHO naTonoruu, B nep-
BYIO OYepeib - BPOXAEHHLIM aHOMa/MsIM. B TO XXe Bpems yCTpaHeHue To-
ro WK Apyroro nopoka HepeaKo Mo3Bo/seT NpepBaTb UMM NPeAOTBPaTUTL
BTOPUYHbIE M3MEHEHWS! B OpraHu3Me, CBsi3aHHble C 3TWM MOPOKOM. [Mo-
cnefHee OTHOCWUTCS K XMPYPTUYEcKOMY JIeUeHWo aHOMaiuii cocyfos,
cepaua; nepecagke Moyek Mpu UX Hac/eACTBEHHOM KMUCTO3HOM MepepoX-
OEHWW; YAAneHWo CTEHO30B MULLEBOAA, MPUBPATHWKA; BOCCTAHOB/EHMIO
Ta306eapeHHbIX CYCTaBOB MPW BPOXAEHHbIX BbiBUXax 6Gefgpa v gp. Hema-
NIOBRXHOE 3HaYeHWe MMEIOT U KOCMETUYeCKMe omnepauun - nedYeHue pac-
LE/MHbI TY6bl, He6a, CUHAAKTUIUKU, NoAUAAKTUNMM. OfHUM 13 Croco6oB,
KOMMEHCUPYIOLLMX ayTOMMMYHHbI/ MPOLECC MPY MUACTEHMM, CUMTaeTCs
yaneHve BUNOYKOBOIA »enesbl, GeKi KOTOpoii, UMest CPOACTBO K NPOTeu-
HaM HEPBHO-MbILLIEYHbIX CUHAMCOB, SBNSIOTCA MPUYUHOA ayTOMMMYHW3a-
umw.
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MpogomkaeTcs paspaboTka METOA0B MOACAAKM U Mepecajkn awm-
6pUOHaNbHOI TKaHW BUIOYKOBOW XKenesbl, KOCTHOFO Mo3ra Npu HacneacT-
BEHHbIX MMMYHOAE(PULUMUTHBIX COCTOSIHUSIX; MO3FOBbIX KIETOK - Mpu 60-
ne3Hu MapKMHCoHa.

["eHoTepanuA

Pa3paboTka MeTOA0B reHoTepanuy No3BouNa NOLONTY BNIOTHYHO K
3TMOMOrMYECKOMY JIEUEHMIO HAacNefCTBEHHbIX 60Me3Hell. YcTpaHeHue
MPUYMHBI HACNEACTBEHHOrO 3ab0neBaHUsA MoApasyMeBaeT Takue Cepbes-
Hble MaHUMYNALUMKU C FeHETUYEeCKON WMHA(OPMALMen B XMBOM OpraHv3me
YesfioBeKa, Kak BHeApeHve HopMasibHoro reHa B IHK kneTku, "BbiKtoye-
HUE" MyTaHTHOrO reHa u T.4. 3T0 TpebyeT 60MbLUMX YCUAUiA faxe npu pa-
60Te C NpoCTeALMI OpraHM3mMamu, a Tem 6osee Npu HaMepeHUsX Moau-
(hUKaLMy TeHEeTUYECKOr0 KOoZa YeroBeka.

W BCe Xe yXe CerofHs MMerTCAd MHOIOYMC/eHHble BO3MOXHOCTU
[N19 UX peLLleHns, Co3AaHHbIe YCMNeLLIHOM pa3paboTKoii npoekTa "MeHoM Ye-
noeeka". Bo-nepBbiX, K HACTOSLLEMY BPEMEHWM KapTupoBaHo 6oniee 1000
reHOB HacnefCTBeHHbIX 60M1e3Hel 1, No KpaiHeli Mepe, HECKONbKO COTEH
reHOB UAEHTU(PULMPOBAHO, T.e. 418 3TVUX eHOB BbINOHEHO OAHO U3 YCo-
BUIA VX MCMONb30BAHMA B KAYeCTBE FeHOTeparneBTMYecKoro cpeacTsa. Bo-
BTOpPbIX, OTPaboTaHbl METOAbl M30MAUMN HEOOXOAMMBIX TEHOB BMECTE C
NOrPaHNYHLIMK 061aCTAMM, COAEPXKALWMK  BaXKHble PErynsTopHble Mo-
CnefoBaTeNbHOCTU. B TpeTbux, 0TpaboTaHbl CMOCOObI «BCTpamBaHWs»
N30/IMPOBAHHBIX TEHOB B YYXXEPOAHbIe KIETKM.

MeTogabl nepeHoca reHoB. OfHUM 13 BXHEWLUNX YCNOBUIA yCneLw-
HOM reHoTepanuu ABASETCS MEPeHOC WM30/MPOBAHHOIO reHa B KNETKW-
MULLEHN. [iNA 3TOr0 B HACTOsLLEee BPeEMSA UCMONL3YIOTCA pas/inyHble MeTo-
Obl: (hU3nYecKme - NpsAMas UHLEKLMUS B TKaHb "ronoro™ reHa, KanbUWil -
(hochaTHas TpaHCHEKLMS, MEPEHOC C NMOMOLLLIO NMMNOCOM, 3M1eKTponopa-
LMa 1 p; NEPEHOC reHOB C MOMOLLBI0 PETPOBUPYCOB WK APYrUX BUPYC-
HbIX BEKTOPOB; MpULeNbHas A0CTaBKa reHOB B ONpefesieHHbIV TN KNeToK
C MCMO/b30BaHMEM PELLENTOPOB 3TWX KMETOK U T.fl.(Culver K.W., 1994),
3TN MeTofbl pa3nMyatoTcs No 3PHEKTUBHOCTU [OCTaBKM EHETUUECKUX
KOHCTPYKLUMIA B KNETKW-PELUMNUEHTbI.

dusnyeckre MeTOAbl OCTaBKM FEHOB CUMTAIOTCS HaumeHee adek-
TUBHBIMU: TpaHCHULMPYeTCA He6OMbLUOW NPOLEHT K/IETOK-PELUMNMNEHTOB;
JIM30COMbI paspyLLaloT MPOHUKLLYIO B KNETKY YyXepoaHyto AHK, u, B pe-
3ynbTate, TOMbKO B OTAEMbHbIX KNeTKax, NoABeprHyThIX 06paboTke, BBe-
[eHHble TeHeTUYeCcKne KOHCTPYKLIMN OKa3bIBAtOTCA BCTPOEHHLIMU B TEHOM
3TUX KETOK. TeM He MeHee, Oblf0 MOKa3aHo YTo Aaxke Mpy 06bIMHON UHB-
ekumy OHK B MbILLbl, OHA CNOCO6HA NPOHUKATb B MbILLEYHbIE KIETKN U
aKcnpeccupoBaTbeca TaM B TedeHue roga (Davis H.L. et all., 1993).
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Bupychl (BMpYCHble BEKTOPbI) 3HAUYMTENbHO 6osee 3(hPEKTUBHO Me-
PEHOCAT BCTPOEHHbIE B HWX TEHETUYECKME KOHCTPYKUMU B KNETKM-
MULLUEHW. [pK 3TOM BbISB/IEHO, YTO PETPOBMPYCHbIE BEKTOPbI MHPULMPY-
IOT AeNALLMECS KNETKN U UHTErPUPYIOTCS CyyaliHbiM 06pa3oM B UX FeHOM
BMECTE CO BCTPOEHHLIMU TFEHETUYECKUMM KOHCTPYKLMsSIMUA. ALEHOBMPYC-
Hble BEKTOpbl, HAMPOTUB, TPaHCHULMPYIOT Hefenslmecs KIeTKM He
BCTpPaMBasCh B reHOM. [OMUMO PETPOBMPYCHBIX U afieHOBMPYCHBIX BEKTO-
poB, AN [OCTaBKM TEHOB  WCMO/b3yHOTCA BEKTOPbl  afieHO-
accoLMMpoBaHHbIe, BEKTOPbI HAa OCHOBE BMPYCOB repreca, MpOTMBOOCHEH-
HOI BaKLWHbI, Ye/I0BEYECKOr0 MMMYHOAetmumMTa 1 ap. Bee Bupychl, Kpo-
Me afIeHO-aCcCOLMMPOBAHHOIO, NPU MUCMO/b30BaHUM B KaYecTBE BEKTOPOB,
reHeTMYeCKN MOAUGMLIMPYIOTCS TaK, UTO OHM OKAa3blBaOTCS HECMOCOOHbI-
MW K CamOCTOSITE/IbHOM PEnMKaLuMu B K/ETKe-X035IMHE, HO COXPaHsoT
CMOCOBHOCTb MH(MUMPOBATb 3TU KIETKW, a Takke u3beraTb paspyLueHus
nnM3ocomamn. BupycHble BEKTOPbI B 6ObLUEA UM MEHbLUE CTEMeHN 06-
NafalT TPONMU3MOM K OMPeAEeNieHHON TKaHWU, YTO MOXET ObITb UCMOMb30-
BaHO /11 HanpaBneHHOM A0CTaBKM TeHOTepaneBTUYECKOWA KOHCTPYKLWN.
Tak, afjeHOBMPYC TPOMEH K 3MUTENNIO AbIXaTeNbHbIX MyTel, BUpYC repneca
- K HelipoHam LIHC, Bupyc renatuta- K KneTkam reyeHun u T.4. BupycHble
BEKTOPbI OT/IMYAKOTCA TakKe MO CMOCOBHOCTM BCTpamBaTh 6OMbLUME WM
MeHbLLVE OTPe3KU uykepoaHoi AHK v no psgy Apyrux xapakTepucTyk,
BaXHbIX C TOUKM 3PEHMS UX UCMOMb30BaHKS ANs1 NepeHoca FreHoB YesoBe-
Ka.

M3yuatoTcsi BO3MOXHOCTY MepeHoca 1 06ecneyeHns hyHKLMOHUPO-
BaHMS Y€/I0BEUYECKUX FEHOB B COCTaBE MCKYCCTBEHHBIX XPOMOCOM. Takume
XPOMOCOMbI MOTYT HeCTW 6o/blume oTpe3kn AHK, cogepxaliye HECKO/b-
KO FeHOB CO BCEMW PEerynmpyroLmMMu nocnefosartesibHOCTAMU. OfHako B
3TOM HanpasfieHUn elle BeayTcs paboTbl 41 ONpefenieHnst TOro, Kakue
LIeHTPOMEpPHbIE 1 TENIOMEpPHble YHaCTKM XPOMOCOM A0/MKHbI 6bITh B COCTa-
BE 3TWUX UCKYCCTBEHHbIX XPOMOCOM, YTOObI OHW MOF/IM YCMELLHO penauuuy-
poBatbcst B MuTo3e ( Weatherall G.J., 1995).

[eH WM ero MepeHOCYMK MOXET ObITb MPUKPENSEH K KOMMIEKCY
MONWM3VH - aLManorMKONPOTeNH. Tako KOMM/IEKC 3aXBaTbiBAeTCA pe-
LlenTopamy remaTouuToB, U, B pe3ynbTaTe Yero, reHeTUyeckas KOHCTPYK-
LMs NPOHMKAET B MEUEHOUHYIO KIETKY U MOXET HauyaTb B Heli yHKLMO-
HMPOBATb.

TpaHcreHo3 in vitro. Mpo6nema HanpaBneHHOM AOCTaBKM COOTBETCT-
BYIOLLIETO PEKOMOMHAHTHOrO reHa MpoLLe peLlaeTcs B TOM Cyyae, Korfa
KNETKW onpeaenieHHoro Tuna (MMMAQOoLUmMThI, CTBO/IOBbIE FEMOMO3TUYECKUE
KNeTKn, PruépobnacTbl, KEPATUHOLMTLI WA renaTouuTbl) U3BAEKaloTCA U3
opraHvaMa, TpaHCUUMPYHOTCA in Vitro M nocne KynbTUBUPOBAHWUS WM
HEeMoCPeACTBEHHO MOC/e TPaHCHEKLMM BO3BPALLAIOTCS B OpraHn3mM (FeHo-
Tepanus ex vivo).
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Mpsamoii TpaHcreHo3 (in vivo) OCyLLeCTBAsETCA chneaytowmmM obpa-
30M. Co30aeTcsl PEKOMOUHAHTHBIA TeHeTUYECKUIA BEKTOP C 3afjaHHbIM re-
HOM, HeO6XOAUMBIM [18 neveHns. BekTop npy 3TOM MOXET 6bITb TKaHec-
neumpuyecknm (OpraHoTPOmnHbIM) UK Hecreuuduueckum. Ero BBoasT B
[OCTAaTOYHOM KO/IMYECTBE B K/ETKU-MULLEHW. B KNETKaX-MULLEHAX W B
No6bLIX APYrMX KfeTKax MpoMcXoAmT TPaHCreHO3 C MOMOLLbI0 PeKoM6u-
HAHTHOr0 BEKTOpPa: B HWX BK/IHOYaeTCs TpebyeMmblid reH U HauMHaeT Tam
(hyHKUMOHMpOBaThb. CO34at0TCA TakXkKe Apyrvme MoAxodbl K FeHHOW Tepa-
MUK: MeTOofbl HarpaBfeHHOW MoAWdMKaLumMm reHoB, cynpeccun (Mofasne-
HUST) KOHKPETHbBIX MyTaLuid.

KnnHW4yeckoe UcMbITaHWe FeHHON Tepanuu Havanocb B 90-e rofbl.
3a npoweawme 12 net y)ke ycrewHO NpoBeAeHbl ee KIMHUYECKME UCTIbI-
TaHUA MPU TSHKENOM NEPBUYHOM MMMYHOZedULMTE, 06YC/OBIEHHOM He-
[OCTaTOYHOCTbIO afleHO3MHAE3aMUHa3bl; CEMEWHOIN runepxosnecTepuHe-
MUK, 0BYCNOB/IEHHOW OTCYTCTBMEM B K/IETKAX MeyeHW peLernTopoB /UMo-
NpOTeMOB HW3KOW NAOTHOCTU; remodunmm B n ap. Okono 20 HacnepcT-
BEHHbIX 60/Me3Heli 0TOBpaHbl KakK NMOTeHLMaNbHbIE KaHAUAAThI 4151 TEeHHOW
Tepanun. Cpean HUX Takme 3ab0/eBaHUs, Kak MyKOBUCLMAO3, remodums
A, TanacceMuu, CeproBUAHO-KNETOUHasA aHeMUsl, HeAOCTaTOYHOCTb aHTU-
TpuncuHa, Muonarus AtolleHa, 601e3Hb MapKMHCOHa.

B KauecTBe npuMepa MOXHO MPUBECTU FEHOTEPAnuI0 MyKOBUCLEO-
3a. MyKOBWCLMA03, WM KACTO3HbIA QMOP0O3 NOMKENYA0UHON XKenesbl, sB-
NAETCH TSHKENbIM ayTOCOMHO-PELLECCUBHBIM 3a060/1eBaHUEM, eLle HefaBHO
CUMTABLUMMCA NeTa/lbHbIM. PacnpocTpaHeHHOCTb MyKOBUCLMAO3a BeCbMa
BapuabesnbHa B pa3Hbix CTpaHax. B 60/bLIMHCTBe CTpaH 3anagHoit EBponbl
OHa cocTaB/sAeT NpuMepHO 1 601bHON Ha 2500 HOBOPOXAEHHbLIX. 10 faH-
HbiM H. B. MeTtposoii, E.K. M'vHTepa (1997), cpeaHss yacToTa MyKOBUCLN-
[03a B Poccuu Jo/mKHa COCTaBnATL npuMepHo 1 cnydail Ha 12500 HoBoO-
POXAEHHBIX.

[eH MyKOBMCLMA03a, Ha3BaHHbLIA MyKOBUCLMAO3HLIM TpPaHCMEM-
6paHHbIM perynaTopoM (MTP), 6bl1 KapTUMpOBaH, a 3aTeéM K/IOHMPOBaH B
1989 r. benok, Koaupyemblii 3TUM FeHOM, T.H. TpaHCMeM6paHHbIi pery-
naTop nposogumocTu (TMPIT), sBnsieTcs 6eNKOM MembpaH anuTennanb-
HbIX KNMEeTOK. Ero OCHOBHas (hyHKLUMS 3aKN04aeTcs B CO3faHWUM perynu-
pyemoro LAM® XN0pHOro KaHana, HO He UCK/IHOUYEHO, YTO OH BbIMOSHSAET
TaKKe gpyrve gyHkumn. MyTtaumm B reHe TMPIT npuBOAAT K M3MEHEHUIO
CTPYKTYpbI Wn KonuyectBa 6enka TMPI, 4TO CONPOBOX/AAETCA HapyLue-
HMeM TpaHCnopTa MOHOB M MOMIEKYN BOAbl Yepe3 MeMbpaHbl anuTennasb-
HbIX KNETOK 6GO/MbLUMHCTBA 3K30KPUHOBLIX XKENie3 B JIErKUX, KULLEYHMKE,
NOKeNYA0UHON Xenese, XKeNYHbIX NPOTOKaX, CEMEHHbIX KaHa/lbLaxX 1 T.4.
B pesynbTarte, cv3b, Bblaensemas 3K30KPUHOBLIMM Xene3amu, CTaHOBUTCS
06€e3BOXEHHON, BA3KON, YTO CNOCOOCTBYET Pa3BUTUIO U COXPAHEHUIO B HEM
MHGEeKLMN 1 BOCMANNTENbHOMO npouecca. Hanbonee cepbesHble NocneacT-
BMSI BOCMa/IMTENBHOIO MPOLLECCA BO3HWMKAIOT B JIETKUX W B KULLEYHUKE.
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BbIgenstoT KIMHUYECKM NErOUHYH, KULLEYHYIO U CMELLaHHY0 (hOpMbl, YTO
onpegenseTcs TeM, B KAKOM M3 OPraHoB BTOPWUYHBIA NaTONOMMYECKUIA Npo-
LIecC AB/ISETCS HaUb0Nee NHTEHCUMBHBIM.

JleyeHne MyKOBMCLMA03a ABNSETCA CUMMTOMATUYECKMM U BKIKOYAeT
(hepMeHTOTEPaNMIO, HanpaBneHHYI0 Ha KOPPEKLMIO HapyLLeHWUA 3K30KpU-
HOBOW (PYHKLMM NOMKENYAOUHONM Xenesbl, aHTMOMOTMKOTEepPanuio pecrnu-
paToOpHbIX UH(EKUMWIA, AneToTepanuio, (U3NoTepanmio, Tepanuio MyKou-
TUKaMW. B nocnegHue rofpl Takas cxema sieveHnss 60/bHbIX MyKOBUCLY-
[030M, 0COBEHHO B CBf3W C NOAB/IEHWEM aHTUOMOTUKOB HOBOrO MOKOJe-
HUA MPOTMB CUHErHOMHOM Nanoyku, NpPUHECNa CBOM MAoAbl - yAanoch Cy-
LLLeCTBEHHO YBENUYUTL MPOLOMKUTENBHOCTb XM3HN 60/bHLIX MYKOBUCLM-
[l030M, TaK 4To B CTpaHax 3anasgHoi Eeponbl  CLUA oHa npubnansmnack K
40 rogam. B T0 e Bpems, Takve pe3y/bTarbl TPaAULIMOHHOMO SIEUEHUS He
YLOBNETBOPSAOT HU 60MbHLIX, HK Bpadeld. MMoaTomy, MyKoBMCLMAO3 C ca-
MOTr0O Havana ()opMMpOBaHUS WMAEWN TEHHOM Tepanuu paccMaTpuBaICs Kak
OJVH 13 NepBbIX KaHAWAATOB [/19 ee peanv3alyu.

CyLLeCcTBYET HECKOMbKO 61aronpusTHbIX NPeAnochbiioK ANs reHHOM
Tepanuu MyKOBUCLUMAO3a. IKCMEepPUMEHTbl Ha Ky/bTypax KIeToK, Mony-
YEHHBIX OT 60/IbHbIX MYKOBMCLA030M, NOKa3a/n, YTO BBEJEHWE B KNETKY
eMHCTBEHHON KOMUM KOAWPYHOLLEW nocnesoBatensHOCTH reHa MTP, uc-
npasnseT feeKT MOHHOro TPaHCNopTa, XapaKTepHbId Anf 3TUX KNETOK.
Bonee Toro, 6bIN0 YCTAHOB/EHO, YTO TpaHceKums Tonbko 10% KneTok
KOHCTPYKLWEN, COCTaBMEHHON 13 peTposupyca U KAHK HopmanbHOro re-
Ha MTP, 06ycnoBnvBaeT ucnpaeneHWe TpaHCNopTa X/0pa BO BCEM MOHO-
CNoe, MO-BMAMMOMY, BCNEACTBME OOGMEHa WOHaMW Mexzy COCeLHUMM
knetkamu (Johnson L.G, Olsen J.C., Sarkadi B. et al., 1992). Heobxogu-
MOCTb TO/IbKO YaCTUYHON KOPPEKLMWU FEeHHOro AedhekTa Ans MOoMyyeHust
BbIPOKEHHOr0 K/IMHWYECKOro pesy/bTaTa 6blia MOATBEpPXAeHa Takxe B
onblTax Ha Mbllwax. MokasaHo, 4To 5% ypoBeHb HOPMa/IbHON aKcnpeccun
reHa MTP npuBoauT K ucrpasneHnio Ha 50% TpaHcnopTa MOHOB X/0pa U
OTCYTCTBMIO KMLLIEYHbIX MposiBneHnin reHa MTP (Dorin J.R., Parley R.,
Webb S, et al., 1996). Bbino foka3zaHo, 4TO reH MTP He TpebyeT Kakoi-To
0C06EeHHON perynsaunn, T.K. B TPaHCPULMPOBAHHOW KynbType KMETOK He
HabntogaeTcs M3bbITOUHOM NpoayKummn 6enka MTPI (Gregory R.J., Cheng
S.H., Rich D.P. et al. 1990).

[ comaTnyeckol FeHHON Tepanuu in vitro Hanbonee LUMPOKOe
NPYMEHeHVe B Ka4eCTBe BEKTOPOB A/ MepeHoca HoOpMaslbHOro reHa MTP
NOMYUNIN PEKOMOMHAHTHbIE afeHOBMPYChl W NNMNOCOMbI, KOTOPbIE fIerko
MOryT 6bITb [OCTaBMIEHbI B OpraH-MULLIEHb (Nerkue) ¢ NOMOLLBIO WMHTrans-
UMK (neroyHble opmbl 3a601eBaHUSA NPUBNEKNM BHUMaHWE UccnegoBate-
neli N0 NPUYMHE MX HaMbOoMbLLEN 3HAYMMOCTM 4151 XKU3HW BONMbHbIX).

ALleHOBMPYCbl NPUBAEKNM BHUMaHWe 1CCNefoBaTeNeld npexae BCero
Mo TOW MPOCTON NPUYMHE, YTO OHN IPPEKTUBHO MHAULMPYHOT NIEr0YHbINA
3MUTENWIA - 3TO WX ECTECTBEHHbIA MyTb PasMHOXeHWs. Pasmep reHoma
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afileHoBMpyca cocTasnseT 36 ThicAY Map HyKneoTuaos (T.M.H.), cam BUpYC
JIErKO NPOHUKAET B HefensLvecs KNeTKu, He BCTPavBasCh B MX FeHOM, Mno-
CNle Yero HauMHaeTCs UHTEHCWBHBINA CUHTE3 6e/IKoB BUpyca. VICnonb3ytoT-
€A afeHoBupycbl M3 rpynnbl C, A1 KOTOPON He 3aperucTpupoBaH OHKO-
reHHbIli NoTeHupan. ALeHOBMPYCHbIA BEKTOP € reHoM MTP 6bin 1cnosb-
30BaH AN reHoTepanuy TPAHCreHHbIX MbILIe ¢ MYKOBUCLMAO30M C Mo-
MOLLBIO MHTpaTpaxeanbHOro BBEAEHMS BEKTOpa. JKcrpeccust reHa MTP
BbISIBNSANACL B TEYEHWE 6 Hefenb, YTO CBMAETENbCTBOBA/IO O JOCTATOYHO
MEL/IeHHON 3aMeHe 3aNUTeNUs AplXaTeNbHbIX NyTel W, cnefoBaTesbHo, O
BO3MOXHOCTM MCNOMb30BaHWs Takoro crocoba reHotepanuu (Hyde S.C.,
Gill D.R., Higgins C.F.,et al. 1993).

MepBblIli KNMHUYECKUIA 3KCMEPUMEHT MO nepeHocy reHa MTP ¢ no-
MOLLbO afieHoBupyca 6bin nposegeH B CLUA (Zabner J. Couture LA,
Gregory R.J. et al. 1993). B aTom 3KcrnepumeHTe TpeM B3pOC/bIM A06pO-
BO/bLAM, 60/bHBIM MYKOBUCLMA030M, MHTPaHa3abHO BBOAUAW YBeIMUK-
BatoLLeCs 403bl PEKOMOMHAHTHOIO afieHOBUPYCa, CoAepxaLlero reH MTP.
Y Bcex Tpex 60/bHbIX HailfjeHa MNOMOXUTENbHas TecToBas [AMHaMUKa
(CHWXKeHWe pasnnuuiAi B 3NEKTPUYECKOM MOTEHUMaNe HasalbHOro 3nuTe-
NKs), KOTOpas COXPaHs/MCb ANS 3/IeKTPUYECKOro NnoTeHupana B TeyeHme
Tpex Hegenb. lMaTonorum, 06YCNOBNEHHON BBEAEHWEM afeHOBUPYCa, B
3TOM 3KCMepUMeHTE 0BHAapYXeHO He 6bu10. OfHaKo, B ApYroM KIvuHUYe-
CKOM 3KCNepuMeHTe C BBEeHUEM afleHOBMPYCa MHTPaHAa3a/IbHO U UHTPab-
POHXMANbHO, Y 0HOr0 60/IbHOM0 BO3HUK/A BbIPaXKEHHas BOCMA/INTe/bHas
peakums, KOTopas 3acTaBusia MPEKPaTUTb SKCMEPUMEHT.

B uenom KnuMHW4Yeckue akcnepumeHTbl ¢ nepeHocoM MTP reHa c
MOMOLLbIO 8[IeHOBUPYCHbIX BEKTOPOB B K/IETKM 3MUTENINA HOCA U B Apyrue
YYaCTKN [ApIXaTeNbHbIX NyTel BbIABUAM psg npobnem: adheKTUBHOCTb
TPaHCreHo3a Ha OCHOBe afleHOBMPYCHbLIX BEKTOPOB Ha MPaKTUKe OKasanachb
CYLLECTBEHHO HWXE 3KCNepUMEHTANIbHOM; BbICOKVE [03bl BUPYCa BbI3biBa-
NN NOKaNbHYHO BOCMANTENBbHYIO PeakLuio; AaKe NepBoe BBELEHWE BMpYyCa
MHOT4a MPOBOLMPOBA/I0 MMMYHOJSIOTMYECKYIO PEeakuuio C MOSIBNEHWNEM
MPOTUBOBUPYCHBIX aHTUTEN; (PU3NONOTNUYECKMIA S(MEKT OT BBEAEHNUS HOP-
MaJilbHOro reHa MTP oKasblBasiCsl MPexXofALLMM, YTO TpeboBaso NOBTOPHO-
ro BeBefieHue reHa MTP ans JOCTVXEHWS neuebHOro agdekTa.

BTopbIM Havbonee pacnpocTpaHeHHbIM BEKTOPOM [/ MepeHoca
KOHK reHa MTP in vivo u in vitro gBUICA KOMNAEKC KaTWOHHbIE MNOCO-
Mbl-AHK. KaTvoHHble nunugbl 06ecrneymBatoT BbICOKOI(EKTUBHOE CBSI-
3biBaHMe OHK c o06pasoBaHMeM HyKeonMMMAHbIX YacTuy,. KaTWoHHble
NMNOCOMbI NPEACTaBAAT COO0M NUNWAHbIE MY3blPbKKX, MOBEPXHOCTb KO-
TOPbIX HeceT MOOXKUTENbHBIA 3apag. B pesynbTaTe NpOUCXOAMT CAUsSHME
MONIOXKMTENIbHO  3aPSXKEHHBIX JIMMOCOM C OTPULATENbHO  3apsXeHHbIMU
KeTOYHbIMKM MembpaHamuy. JTIMNOCOMbl MOTYT 3aXBaTblBaTb 3HAUUTENbHO
6onee AnMHHbIE nocnegosatenbHocT AHK, Bnnote go AHK pasvepom
650 T.N.H. B OTHOLLEHNM IMMOCOM HET TeX OMaceHmid, KOTOpPble BO3HUKAKOT
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MpW MCMONb30BaHNN BUPYCHOW TpaHCHEKLMK, B YACTHOCTU B UX TOKCUY-
HOCTW WX UMMYHOFEHHOCTU. JINNOCOMbI MOTYT 6bITb CKOHCTPYMPOBaHbI
TakMM 06pa3om, YTO Mocne WX CAMAHWUS C KNeTOYHOM memb6paHoi 1 foc-
TaBKU B KNETKY peKOMOUHaHTHON AHK, oHW aerpaaupytoT ecTeCTBEHHbIM
nyTem.

OAWH 13 NepBbIX KIMHUYECKMX 3KCMEPUMEHTOB C WCMO/b30BaHNEM
NUNOCOM AN TeHoTepanuy MyKOBMCLMAO3a Obll MpPOBefeH B AHMMM
(Caplen N.J., Alton E., Middleton P.G, et al. 1995). [1BoiiHOi1 Crenoit aKkc-
NepUMeHT Bbln NpoBefeH Ha 15 B3poc/bIX 406POBO/bLAX, 60bHBIX MYKO-
BUCUMA030M. OH MoKasan, YTO JIMMOCOMbI CMOCO6HbI MEPEHOCUTb FeH
MTP, KOTOpbI 3aTeM HauMHaeT (YHKLMOHMPOBATb B 3NUTENUaNbHbIX
KfieTkax HocCa, BOCCTaHaB/MBas WOHHYHO MPOBOAVMOCTb. JINMOCOMbI He
TOKCWYHbI W HE BbI3bIBA/IM HUKAKOW BOCNANTENBHOWN peakuum, faxe eciv
MX BBOAWAM B [OCTATOYMHO BbICOKOI f03e. B TO e Bpems Habntogaemas
reHHas aKcrpeccus MMena HenpoLO/MKUTENbHbIA XapakTep. B apyrom akc-
NepUMeHTEe IMMOCOMHbIA KaTUOHHbIA KOMMNEKC BBOAWIM WHTPaHa3abHO
BOCbMW 60/IbHbIM MYKOBUCLIMAO30M (elle BOCbMW 60/bHLIM BBOAWAN
ToNbKO Bydep). TpaHcreHHas [HK ob6HapyXmBanach gaxe uepes 28 gHei
nocne Hadyana aKcrnepuMeHTa 'y cemu 60/bHbIX, MPHK TpaHcreHa BbisBs-
nacb y AByX 6OMbHbIX Yepe3 TPM U CeMb AHE nocne nepeHoca. Y [ABYX
60/bHbIX 06HAPYXXEHO TaKXKe YaCTUYHOE BOCCTAHOB/EHWE MOHHOIO TpaHC-
nopta B anuTenManbHbiX Knetkax Hoca (Porteous D.J., Dorm JR.,
McLachlan G., et al. 1997). KnuHuyeckne 3KCNEPUMEHTbI C MEPEHOCOM
reHa MTP ¢ NOMOLLbIO NMNOCOM MOKa3a/n, YTO 3TOT BEKTOP HE BbI3bIBAET
MECTHOW BOCNa/IMTENIbHON pPeakuum U K HeMy He MPOAYLMPYIOTCS aHTuTe-
na B OTMYMe OT afleHOBMPYCHOro BekTopa. B TO e Bpems athdekTms-
HOCTb TPaHCreHo3a Npy 1CMosb30BaHUM INMOCOM B KAYeCTBE BEKTOPA OKa-
3a1acb CYLLUECTBEHHO MeHbLUe, YeM Mpu nepeHoce reHa MTP ¢ NOMOLLbHO
afleHOBMpYCa, 3KCMPeccus TpaHCreHa Habnganach B TeUEHME KOPOTKOro
BPeMeHU, 1 Komnnekc nunocombl-AHK okasanca HefoCTaTOUHO CTabub-
HbIM.

K 1998 r. 6b1710 HayaTo 0K0M0 20 KIMHWYECKMX 3KCTMEPUMEHTOB MO
reHo-Tepanuu Mykosucuugosa (6onee nonosuHbl B CLLIA) ¢ ucnonb3oBa-
HMEM BUPYCHbLIX W HEBUPYCHBLIX BEKTOPOB AnA nepeHoca reHa MTP. AHa-
NN3 pesynbTaToB peanmsauum 3TUX NPOTOKO/OB MOKas3as, UYTO MepeHoc re-
Ha MTP 1 ero akcnpeccus B TKaHAX fblXaTeflbHbIX NyTei 60/bHbIX MYKO-
BMCLMAO30M MPOUCXOAAT HE TaK YCMeLHO, KaK MOXHO 6bi0 6bl 0XuaaTh
Ha OCHOBe MNpeABapUTe/bHbIX 3KCNEePUMEHTOB. B TO e BpeMst MHOrve uc-
CnefoBaTeny CYATAKOT, YTO TekyLyue NpobneMbl MOXKHO OyfeT pelumnTb B
6nvKaliLLe HECKOMbKO NeT.
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MpodunakTuka HacneacTBeHHbIX 60/1e3Hel

HecMoTps Ha 60MblUMe JOCTUXKEHWUSA B 06/1aCTV FeHETUKU U Meau-
LIMHCKOIA reHeTWKKN 3a MOCNefHWNE rofbl, Mbl €LLe HE MMEEM A0CTaTOUHbIX
OCHOBaHWiA ANs YTBEMKAEHUS O TOM, UTO JleUeHWe HacneCcTBeHHbIX 3a60-
NeBaHWiA cTano aeKTUBHLIM U paguKaibHbIM. B CBA3W C 3TUM CTaHOBUT-
CAl NMOHATHbIM, YTO MPO(UNAKTUKA HACNeACTBEHHON U BPOXAEHHON nato-
NOTUK NO-NPEXHEMY UrpaeT peLLatoLLyto pofib B NpeaynpexaeHn BHOBb
BO3HMKAIOLMX 60ne3Hei; 6one3Hei, yHacnefoBaHHbIX OT MpeablayLmx
MOKO/EHWIA; 60Me3Hel, pPa3BUBAIOLLMXCA B pe3yfbTaTe Hac/iefCTBEHHOM
NpeApacnonoXeHHOCTN B COYETaHWUM C BO3AENCTBMEM (DAKTOPOB BHELUHEN
cpeabl.

Myt NpotunakTUKN HacnefCTBEHHOW M BPOXAEHHON naTonoruu
Hanpas/ieHbl Ha OXpaHy OKPY>XXatoLLeil cpefpl, NAaHMpPoOBaHWe CeMbM, 3N-
MUHALMIO feeKTHbIX 3MBPUOHOB 1 NN0A0B (NpeHaTabHas AMarHOCTUKa),
yNpaBfieHNN NEHETPAHTHOCTbLIO U 3KCTNPECCUBHOCTLIO MATONOMMUYECKMX re-
HOB.

OxpaHa oKpy>KatoLLeii cpefbl. HeobxoaMMoCTb OXpaHbl OKpYXXato-
LWeli cpeabl AUKTYeTCA TeM, UTO B XX Beke B ObITOBOM Y NMPOMbILLAEHHOM
061X04€e BO3HWK/IO CTOMbKO WMCTOYHMKOB BO3MEWCTBMA Ha >XMBOW Opra-
HW3M, CKOMbKO He ObI/10 3a BCO ero npefblAyLLyo UCTOPUIO PasBUTKS. ITO
pasnyHble HeopraHWYecKue M OpraHuyeckue BeLLeCTBa, PajvoakTUBHbIE
MCTOYHUKM 3HEPTUK, camble pa3HOOOpasHbIe SIyHYeBble BO3AENCTBYS, HOBblE
BUPYCbI, FEHETUYECKN MOAUDULMPOBAHHBIE UCTOUHWKU MUTAHUS U MHOTO€
Apyroe.

Mo paHHbIM BO3 Ts>Kenble MeTa/bl, BbICOKOTOKCUYHbIE BELLECT-
Ba, [O/IF0 COXPaHAIoLLMEe CBOW SL0BUTbIE CBOMCTBA, YXKe Ceiluac 3aHuMaroT
BTOpPOe MEeCTO MO CTereHy OMacHOCTK, YCTynas nectuuuaam u 3HaunuTe b-
HO orepexas Takue LUMPOKO M3BECTHble 3arps3HUTeNM, Kak ABYOKUChb Yr-
nepofa 1 cepbl. B NporHose >ke oHW MOryT cTaTb 60/ee OnacHbIMK, Yem
Xugkuve v Teepable otxonbl ASC.

OTpaBrieHve CONAMU TSHXKENbIX METa1/10B HAUYMHAETCA eLle 40 POX-
[eHns yenoBeka. Conv TSHKENbIX META/IIOB NPOXOAAT Yepe3 MaueHTy, Ko-
TOpas BMeCTO TOro, 4tobbl 06eperaTb /104, AeHb 3a AHEM ero OTpaB/seT.
Hepenko KOHUEHTpauus BpefHbIX BELLECTB Y M/104a AaXe Bbllle, Yem Y
maTepu. MnafeHLUbl MOSBAAIOTCA Ha CBET C NMOPOKaMU PasBUTUS MOYerno-
NOBOW cuCTeMbI, 40 25% MPOLEHTOB Masibillel - € OTK/IOHEHUAMU OT HOp-
MbI Py (POPMUPOBAHUM NOYeK. [pAMOe BO3AENCTBME Ha N0 JOMNONHSAET-
CA B/IMSIHAEM W Ha OPraHu3M Martepw, a Yepes U3MeHeHue QyHKLUMM ee op-
raHoOB W CUCTEM - OMATb-TaKU Ha PacTyLLWii Noga.

MpefoTBPaTUTL MM YMEHBLUMTL HEraTWBHLIA TEPATOTEHHLIA 1 My-
TareHHbliA  3teKT comeil  THKeNbIX METaN/I0B  MOXHO CaHWTapHO-
TEXHUYECKUM W TUTVEHNYECKUM NyTAMU. [epBblii - 3TO YMeHbLUEHWE CO-
[epXaHnsa MeTa/I/10B B 06beKTax BHELLHeN cpefbl 40 6e30MacHbIX YPOBHEN
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MyTeM BHEAPEHUS apXUTEKTYPHO-MIAHUPOBOYHBIX, TEXHOMOTUYECKHUX,
TEXHUYECKUX W APYTMX MepOMpUATWA. MMrMeHNYeCKUin MyTb MOXET 6bITb
peann3oBaH Yepe3 HayuHyto pa3paboTKy AONYCTUMbIX YPOBHEN cofepxa-
HWA X BO BHELUHE cpefe, TpeboBaHUIA N peKOMeHAaUMIA B COMETaHUN C
MOCTOSIHHLIM KOHTPO/IEM COCTOSIHUS 11 KauecTBa 3TOl cpefbl.

BaHbIM SIBNSETCS M NyTb UX 3aMeHbl Ha Ge3BpefHble WM MeHee
TOKCUYHble BELLECTBA. B OTHOLLEHWM TPaHCMOPTa, SBMSIOLLErOCs OAHUM U3
3HaUNTE/bHBIX UCTOYHMKOB Bbl6poca CBMHLLA B aTMocdepy, cneayeT no-
BCEMECTHO BHEAPATb 3KOMOMMYECKU YMCTOE roprovee. PafnkanbHbIM cpea-
CTBOM NPO(MNAKTUKM ABNSETCA CO3AaHue 6e30TXOAHbLIX WM Maso0TXO4-
HbIX TEXHOMOT WA

Hapsfy ¢ yKa3aHHbIMU Bbillle MeponpuaTUAMU Heo6XoauM NOCTo-
AHHbIW, 3DEKTUBHbLIA KOHTPO/b YPOBHS COAEPXKaHUA MeTa1N0B B Opra-
HU3Me MI0feN, B NepByt0 oyepelb, PaboTatoLMX B KOHTaKTe C TEXHOTeH-
HbIMV MeTasI/1aMm1, OPraHNYeCKUMM BELLEECTBaMM.

BonbLUyt0 ONacHOCTb A1 HaceneHUs MPOMbILLNEHHO PasBUTHLIX ro-
CyZapCTB NPeLCTaBNAOT AMOKCUHbI. MHOrOUYMCNEHHbIE UCCNEA0BAHUS MO-
Ka3bIBalOT, YTO Ype3BblualiHO AA0BWUTbIE U CTOWKME X/10pOpraHnYecKme
A0bl, K KOTOPbIM OTHOCATCA W ANOKCUHbI, 06HapYXXMBAIOTCA MOBCEMECTHO
- B BOJe, BO34yXe, MoYBe, MULLe, YenoBeYeCKOM OpraHusMe. 1o ypoBHIO
TOKCWYHOCTM JUOKCUHbI MPEBOCXOAAT Takme M3BECTHblE bl Kak Kypape,
CTPUXHWH, CUHUbHAA KUCMOTA. DTU COeAMHEHMS He pasnararTcs B OKpY-
XatoLLeli cpefie B TeUeHMe AeCATKOB JIeT U MONajatoT B OPraHu3M YenoBeka
B OCHOBHOM C MULLelA, BOAOW 1 BO3[YXOM.

JINOKCMHOBOE MOpPaXeHWsi NPOBOLMPYHOT 3/10KAYECTBEHHbIE OMYyX0-
Nn; NepefaBasiCb C MOIOKOM MaTepu, MPUBOASAT K psidy BPOXAEHHbIX Ae-
(heKTOB, TakMX Kak aH3HLUedanus, "3asuba ry6a” n gp. Cpean 6onee otaa-
NEHHbIX NOCNEACTBUIA AVOKCUHOB - NOTEPst CNOCOBGHOCTM K BOCMPOM3BOA-
CTBY MOTOMCTBA Y MY>UMH U XXEHLUMH, @ NpU COXPaHEHUN PenpoayKTUB-
HO (hyHKUMM - BO3MOXHOCTb Mepefiadn BOSHWKLUMX MyTauuid B Cneflyro-
LLMie NOKO/EHUS.

Ewle OfHUM XUMMYECKUM BELUECTBOM, HaHEeCLUMM Hemasblii  Bpef,
300pO0BLI0 H0fel, ABUAMNCL NeCTUUMALI. [loKa3aHa WX BbICOKast MyTareH-
Has  aKTMBHOCTb W A/1S1 XXUBOTHbIX, W AN151 NtofeiA. MoBbILLEHME YacTOThbI
XPOMOCOMHbIX HapyLLeHUiA 06HapyXXeHO y paboumnx MPOM3BOACTB LiMHe6a
Ha YKpaviHe v rekcaxnopbyTtagmeHa u gaktana B Poccun (Ydha), y Xu-
Tenen XNOMKOCEeHLWMX painioHOB Y36eKncTaHa, y [AeTei, NPOXMBaKOLWMX B
CeNbCKOXO03ANCTBEHHbIX paiioHax AsepbaligpkaHa u Mongasuu, y pabort-
Huy, Tenauny, Cumdeponons (YKpavHa). HecmMoTpst Ha 0TKa3 OT MCMO/b30-
BaHWs MeCcTMLUMAOB B Mupe, MOCMEACTBMS HAHECEHHOro MecTULMAHOrO
yfapa no reHo)oHAy 4YenoBeka He Tak CKOpO CMOrYT YTpaTWTb CBOE 3Ha-
YeHve.

Mpo6nemoii NMPOLLIOro U HacTOALLEro BEKOB CTano PafvoakTUBHOE
3arps3HeHve OKpYXatoLLei cpefbl. Bo-nepBbIX, 3TO CBA3AHO C HaKOMN/eH-
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eM BCe 6O/bLUEro M 6OMbLIErO KOMMYECTBA PafMoakTUBHbIX 0TX0A0B AC,
pacluvpeHuem reorpadum 30H UX 3aXOpOHeHWsi. Bo-BTOpbIX, aBapus Ha
UASC nokasafia MOMHYI He3alULLIEHHOCTb NOfei nepes Co3AaHHbIMU
VIMA CAMUMM HOBBLIMU UCTOYHMKAMU 3HEPT UMW,

MnaHupoBaHMe CemMbW OCHOBbLIBAETCS Ha MponaraHae MeayKo-
FeHeTUYECKMX 3HAHUI U KacaeTcsl Kak NMpotunaKTKU abopToB, BAEKYLLMX
HEepeaKo PaccTPoiiCcTBa 3A0POBbS XEHLMHbI, CPEACTB KOHTpaUenuum, Tak
W, YTO He MeHee BaXHO, MH(OPMMPOBAHUN HACENEHWS! O BO3MOXHOCTSIX
MEAULMHCKOW FeHETVKY B MPOPUNAKTUKE HACNeACTBEHHBIX N BPOXAEHHbIX
3a601eBaHMIA. BaXXHbIM /151 NNIAHWPOBAHWS CEMbU SBASIETCS HaMUME LUM-
POKOIi CETW KOHCYNbTauWiA U LIKO/, MOMOraloWmx B peannsalmm CBs3aH-
HbIX C 3TOI1 MPO6/1EMOI BONPOCOB.

AnMMUHAUMA AeheKTHBIX 3MOGPUOHOB U MOAOB B NEPBYHD OYepefb
006YCNoB/eHa AOCTUXKEHWAMU W MPaKTUYECKUMIU BO3MOXKHOCTSIMU MpeHa-
Ta/IbHOV AMArHOCTMKMW. Yem COBepLUEHHEe MeTOAbI BbISBNEHNS AeEKTHBIX
3MOPVOHOB W MMOLOB HAa PaHHUX CTadMsX WX PasBUTUS, TEM MEHbLUMMM
MCMXOMOrMYECKUMI TPaBMamMU /11 CYMpyroB COMPOBOXAAETCS MpoLece
PELLEHMNs KpaiiHe LeneTunbHOro Borpoca.

YnpaeneHne NeHeTPAHTHOCTbIO W 3KCMPECCUBHOCTbIO NAaTONOMM-
YECKWX TEHOB 3aK/HOYAETCs B PacLUM(POBKE MEXaHWU3MOB WX [eCTBUS U
(heHOTUMMYECKOW KOpPPeKLMK B MpOLECCE OHTOreHe3a. OHO COCTOMT B re-
HOTEPanun HacneACTBEHHbIX GO0/e3HeN, BHYTPUYTPOGHOW Tepanuu n Xu-
pypruv Nofa, NEKapcTBEHHON Tepanuu W gueToTepanin GepeMeHHbIX
YKEHLLMH.,

MpaKTuyeckas MeAULMHCKas CTOPOHA NPOQUNAKTUKN HAC/eACTBEH-
HOVi 11 BPOXKEHHOI NaToNorMn peannayeTcs Yepes:

* Me[MKO-TEHETUYECKOE KOHCY/IbTUPOBAHMUE;

* MpeHaTa/bHYH AMarHOCTUKY;

¢ [MarHoCTUKY reTepanroTHOro HoCUTE/bCTBA;

*  MPEKMHUYECKYIO ANArHOCTUKY HAC/EeACTBEHHbIX 3a60N1eBaHMUIA;

* AvicnaHcepusaumio;

* MpOBEPKY Ha MyTareHHOCTb M TePaTOreHHOCTb MPOAYKTOB NTaHUs,

BO34yXa, BOAbl, IEKapCTB;

* WCKYCCTBEHHOE OCEMEHEHMWe CrepmMoii 4OHopa.
3afjauamu MenKO-reHe TUYECKOTO KOHCYIb TUPOBAHUS SBISKOTCA:
 M0CTaHOBKa TOYHOIO AuarHo3a 60/1e3Hu;
* onpefeneHvie TWNa HacnefoBaHWs GOME3HU U BENUYUHBI €8
MOBTOPHOIO PUCKa B KOHKPETHOM CEMbE;
e O0ObSCHEHVE CMbICN1a TEHETUYECKOr0 MPOrHO3a KOHCYNbTW-
PyIOLLLEMYCS YETOBEKY;
* MponaraHfa MeauKo-reHeTUYECKIX 3HAHWIA.
OCHOBHas 3aja4a NpeHaTa/lbHOW AMArHOCTUKM 3aK/IHUaAETCS B
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NPONNaKTUKe PoXaeHUs pebeHKa C MaTonoruei, Croco6HON 3HA4YMMO
HapyLUUTb ero PU3NYECKOe WM COLMAIbHO-MCUXONOTMYECKOE CYLLECTBO-
BaHVe UK, B COYETAHUM C NEPBbIM, FPy60 U3MEHUTb MPOAOIKUTENIBHOCTb
XKM3HW.

[JuarHocTuka reTeposnroTHOr0 HOCUMTENbCTBA Hampas/jeHa Ha
BbISIB/IEHNE OPAKOB C BbICOKMM PUCKOM POXAEHWS| 60/bHLIX MOTOMKOB. K
rpynnaM pucka B 3TOM MaHe MOTYT 6bITb OTHECEHbI:

* HOCWTENM TrEeHOB ayTOCOMHO-PELECCUMBHBIX 3ab0/1eBaHWi, 4acTo
BCTpEYaloLLMXc B OMNPeAeNeHHbIX rpynnax HaceneHus (6onesHb
Tes-Cakca, CeproBUAHO-KNETOYHAS aHeMusi, MyKOBWCLE[03, de-
HWIKETOHYpYS U T.4.);

e HOCUTENIM TreHOB X-CLUENNEHHbIX 3aboneBaHnin  (Mm1oamncTpodus
[OioweHa, remounus A u B);

* HOCUTENU TEHOB ayTOCOMHO-AOMMHAHTHLIX 3ab0NieBaHWIA Ha Mpe-
KMHWYECKO CTagnmn (xopesi TeHTMHITOHA, MMUOTOHWYECKas AWC-
Tpodus).

[JnarHocTuKa reTepauroTHbIX COCTOSIHWA OCHOBLIBAETCS Ha Nonyns-
LIMOHHO-CTaTUCTUYECKMX METOfAX, TPAAULMOHHOM K/IMHUYECKOM OCMOTpE
npo6aHia W €ero pPOACTBEHHWKOB, OUOXMMUYECKUX U  MOMEKYAPHO-
FeHeTUYECKMX METOAAX.

MpekMHNYecKas auarHocTuKa HacneacTBEHHbIX 3a60neBaHuMin Noa-
pasymMeBaeT WX BbMB/IEHME Ha AOMaHWU(ecTHol cTagum. OCOBEHHO 3TO
3HauYMMO B TeX C/yyastX, Korja Mbl MMeem crnocobbl neveHus. Mpumepom
MOTYT CAYXUTb (PEHUKETOHYPWS, TenaToNeHTUKYNSpHas AereHepauus,
anda- n beta-Tanaccemust u ap. B Takmx ciyvasx Hayatoe CBOEBPEMEHHO
ynpexzjatoLee fiedeHne Mo3BOJISIET U36eXaTb HeoBpPaTUMbIX W3MEHEHWIA,
XapaKTepHbIX A5 6051ee NO34HUX CTaguiA UX NPOSIB/IEHNS.

[JvcnaHcepr3saums no3sonsieT NPOBOAUTH LieNeHanpaB/eHHble Mepo-
MPUATKS Ha BCEX YPOBHSIX OPraHu3aLyn MeiyKo-reHETUHECKON NOMOLLM 1
perynuMpyeTtcsi HOPMaTUBHbIMM AOKYMeHTaMU MWHMCTEPCTBaA 34paBOOXpa-
HeHusi. OHa BK/OYaeT:

e 0T6OpP Ha OCHOBE [AMArHOCTUYECKMX MpOrpaMmM rpymnn 60/bHbIX 1
U/IEHOB VX CEMEN, MOANeXaLMX AUCnaHCepr3aLny;

e OpraHu3aumio opm TeKyLLero HabMioaeHNs;

e onpefeneHve o6beMa KIMHUKO-NabopaTopHbIX U (hyHKLMOHANbHBIX
MEeT0A0B 06CNe0BaHUS;

e onpegeneHve 06bema Ne4YebHO-0340POBUTE/LHBIX MEPONPUATHIA,
CMOCOBHBIX U3MEHUTb TeYEHME 3a601eBaHMS;

e OKasaHWe MegMKO-COLMabHON NOMOLLUM 60/bHbLIM.

BaXXHbIM 3BEHOM [ucnaHcepusalumn SBASETCA ee MPeeMCTBEHHOCTb

Ha PasNNYHbIX YPOBHSX HabMOLEHNS.

VicKycCTBEHHOE OCEMEHeHVe CnepMoii JOHOpa NPUMEHSIETCS B CEMb-
X C BbICOKMM PUCKOM MaToforiu ¢ ayTOCOMHO-PELIECCUBHBIM HaC/e0Ba-
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Huem. [ns pelleHns 3TO NPobneMbl B HACTOsILLEE BPEMS B MUPE CO34aHbl
BaHKW crnepmbl.

Mporpecc MeAMUMHCKOM TeHETVKM MOPOAWUA U LEeNbld psg aTude-
CKMX Npobnem.

ATuyecKme Npo6aeMbl MeAULMHCKOM FeHETUKM

IMPOHUKHOBEHNE B MEAVLMHCKYH MPaKTUKY HOBEWLLUUX GUOTEXHO-
NOTVi NPUBENO K BbIAENEHUO U3 06LLel MeAVULIMHCKON STUKM U IeOHTO/O-
rUmM cneumanbHOro pasgena- 61o3TUKK.

MpeanocbINKOA A1 3apoXKAeHUs HOBOM XXMN3HW CYXXUT CO3peBaHue
MOJIOBLIX KMETOK B OPraHM3mMax My>XUMHbI U YEHLLMHbI MOYTW L0 MOJHOW
FOTOBHOCTM K VX C/MSAHUIO. B MOMEHT CAUSHUS MYXXCKast M YKEHCKas Mono-
Basi K/eTKa MPUBHOCUT B 0ObEAMHEHHYIO PE3YNbTUPYIOLLYHO KNETKY OfAUH
13 ABYX PaBHOLEHHBIX, B3aMMHO LOMOMHSOWMX U CTPOr0 UHAMBUAYa/b-
HbIX KOMIM/IEKTOB FEHETUYECKOr0 MaTepuana, COBMECTHOE Haauuue KoTo-
pbix 06ecrneynBaeT Hauano v AasbHeRLLYo XMU3Hb HOPMabHOTO OpraHu3-
Ma.

[obpas nonoBMHa XEHCKUX MOM0BbIX KNETOK, MPUCTYMUMBLUMX K
pasBuTUIO, HE LOCTUraeT CO3PEeBaHWSA, a U3 MYXCKMX KIETOK NULb HU-
YTOXHasA [0NS (hakTUYECKM y4acTBYeT B OMIOAOTBOPeHWUM. IMpu aToM re-
HETUYECKUI MaTepuan KNeTOK-NMapTHEPOB He BAPYT 0ObeauHseTCs B eau-
HbIli Habop, a 60/bLLUMHCTBO U3 BAYXAAIOLWMX YIXKE CMBLUMXCA KETOK Te-
psieTcs B MOJOBbIX MyTAX YEHCKOrO OpraHu3Ma W TOMIbKO OfHa, CrycTs
MPUMEPHO [BEe HeAeNu, UMMMAHTUPYETCS B CTEHKY MaTKM, COEUHSETCS C
MaTEPUHCKMM OpraHW3MOM MJIaLEHTON M KPOBEHOCHOI CeTbl. VIMEHHO B
3TOT 1 6oniee NO34HUE CPOKM HauaBLUelics GepeMEHHOCTU MPOU3BOAATCA
onepayun abopToB.

CkasaHHOe MO3BO/SIET MOHATb MPOTMBHUKOB MCKYCCTBEHHOIO Mpe-
pbiBaHWS 6epeMeHHOCTU. B To ke Bpemsi poxaeHue 60MbHOr0 pebeHka
MOXET SIBUTHCS MPUYMHON GOMbLUMX TPYAHOCTEN ANS XEHLUHbI 1 ee ce-
MbM. BO3HMKaeT cuTyauusi, B KOTOPOW CTOPOHHUKM 3anpeTa abopToB U
06LLecTBO 0653aHbI CO34aThb €i, ee CeMbe U 60NbHOMY MAafeHUy Liaas-
Lme, KOM(OPTHbIE YCMOBWSA, MPUHATL Ha Cebs HeobXoAuMble 3aTparthl,
o0becneunTb CTPOroe CoxXpaHeHwe BpadebHOl TaliHbl, YTOObI 3aWUTUTL Ta-
KYIO CEMbIO OT BO3MOXHOW AWCKPUMUHALMMW B BbITY, MpU TPYLOYCTPOMACT-
BE UT.A.

EcTb OCHOBaHVe AymaTb, YTO BHEAPEHWE FeHOTepanun B NMPaKTUKy
MOMOXET CHSATb M HEKOTOPble HPaBCTBEHHbIE NPo6nembl. Tem 6onee uTo
MOCTOSIHHOE COBEPLLEHCTBOBAHME HOBbIX MEAWKO-TEHETUUECKUNX TEXHO/O0-
rMin No3BONsET MPOBOAUTL FEHOAMArHOCTUKY U TeHOTepanui Ha CaMblX
paHHMX CcpoKax GepeMeHHOCTM, a MHOTAa JaXe Ha MY>CKUX W XEHCKUX
3apO/AbILLEBbIX KMETKax B OpraHmMamax cynpyros.
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B mexpayHapogHbix fokymeHTax BO3, FOHECKO, CoseTa EBporibl
M OPYrux MpU3HaeTcs 3TUYECKU AOMYCTUMON TOMbKO reHoTepanus coma-
TUYECKUNX, HO He 3apOAbILLEBbLIX KNETOK, MOCKOAbKY MPOrHO3 OTAaNeHHbIX
nocneAcTBUA U NOBOYHBIX 3h(HeKTOB NOCNeAHEN HEBO3MOXKEH.

Pa3BuTUE reHOMHbIX TEXHOMOrMIA MOPOXAAeT crieLupuyeckue 6ro-
3TM4eckme nNpobnemsl. MaHUNynMpoBaHWe € reHeTUYECKUM MaTepuanom v
K/ieTKaMu YenoBeKa COMpsiKeHO C B3ATMEM 00pasLoB 6riomaTtepuanay vH-
OMBWAOB 4/ AUArHOCTUKM UKW 3KCTPaKOPNOpanbHbIX U3MEHEHUIA B UHTe-
pecax AaHHOro nnua, ero XMBYLUMX UK 6yayLuMX NMOTOMKOB, WA UHBIX
poAcTBeHHUKOB. Kpome TOro, BBeAeHUE B OpraHuW3M YenoBeka reHeTuye-
CKOro Martepuana ayTonorM4yeckoro Win YyXXepoAHOro MpOUCXOXAeHUs
[N KoppeKuuy paboTbl ero reHoMa WM KHble Crocobbl reHoTepanun 3a-
TparuBalT MHTEPeChl Kak HenocpeACTBEHHO 06CeAyeMbIX WM NPOXOAs-
WX NeYeHre NnL, Tak U UX POACTBEHHWKOB W MOTOMKOB: WX 3[0POBbE,
cemMeiiHoe NOMIOXKeHWe, CTpaxoBaHve, TPYLOYCTPOMCTBO, COBCTBEHHOCTb U
Ip.

leHeTnyeckre 60M1€3HM, KakK MpaBuio, CeMeliHble, MopaKatoLLime
rpynny fiul B HECKO/bKUX MOKOMeHWsX. COOTBETCTBEHHO MeAWLUMHCKas
MH(opmaums, BKIoYas aaHHble 0 JAHK npo6aHgoB v Mx poACTBEHHWKOB,
[O/MDKHA BNTENBHO XPaHWUTLCA U UCNOMb30BaTbCA B MHTEPECcaX Kak HbiHE
XKMBYLLMX YIEHOB PO, Tak M MX NOTOMKOB. B rpynny pucka nonagatoT v
300pOBble NI0AU, Y KOTOPbIX HAaCnefCcTBeHHOe 3abonieBaHVe NPOSBMTCA B
60nee No3gHeM, MHOrAa MOXMIOM BO3pacTe. B Takux cutyaumsx aTude-
CKYIO 1 COLManbHO-IOPUANYECKYHD OMAacHOCTb MOXKET NpeAcTaBnsTh AuUc-
KpUMMHaLWS OTAENbHBIX UL, WAK TPYMN HA OCHOBE MOJTyYeHHOW 0 HUX re-
HeTnyeckor uHgopmaumn (paboTogatenun, cTpaxosaTenu, paboTHUKN 06-
pasoBaHusl, TPETbS CTOPOHA U T.4.).

3Tnyeckne npobnembl U3yYeHUs reHoMa 4YenoBeka WM MCNosb30Ba-
HWA TEHOMHbIX TEXHONOrUIA B NPaKTUKE COAEPXaT psj 06LLeUeoBeYeCKmX
acrnekToB, TPebYHOLLMX TECHOrO COTpyAHWU4YecTBa ¢ lMporpaMmmoli Hacnes-
CTBEHHbIX 60/1e3Heli BceMMpHOW opraHusaumu 34paBooxpaHeHus, Mex-
[yHapoAHbIMM KOMUTETaMU no 61MoaTtuke npu CoseTe EBponbl n FOHE-
CKO u ap. Tem 607nee YTO 3T MeXAYHapPOLHbIE OPraH13aLmMK yxe paspa-
60Tany OCHOBHbIE AOKYMEHTbI MO faHHOW npobneme. OYeBMAHO, YTO Mpa-
BOBasl M 3TUYeCKasd pernameHTaums MeguUMHCKUX MPUIOXKEHUIA FreHoTex-
HONOMMiA B rocyfapcTBax [LO/HKHA CTPOUTLCS C YYETOM MEXAYHapOAHOro
onbITa.

Cpean MeVLMHCKUX NPUIOXKEHUIA TEHOMHbIX TEXHOMOMUA 0COBHS-
KOM CTOST MeTOfbl K/IOHUPOBaHWS, MpU KOTOPbIX OCYLLECTBASETCS nepe-
HOC XPOMOCOMHOr0 Habopa 13 COMaTUYeCKNX KNeTOK OpraHn3ma-4oHopa B
NINLLEHHYH0 COBCTBEHHOMO AApa ANLEKNETKY XEHLLMHbI-PELUNEHTA W Bbl-
HalLMBaHWe TOM Xe nunu, YTO 60/Iee BEPOSITHO, APYTOWA XKEHLLUWHON, TaK Ha-
3bIBaEMOr0 KNOHaNbHOr0 Miofa. Bcem M3BeCTeH Takol OMbIT C MIEKOMNM-
TaloLL MMM, CONPOBOXAABLUMIACA 0YeHb GOMbLUMM NPOLEHTOM Heygad. Ha-
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npyMep, B 3AUMHGYPrCKOM 3KCMEPUMEHTE U3 277 WCTIbITaHMUIA eyHCTBEHHO
yAauHolt okasanach oBUa Jonnu. MonbITKKU NepeHeceHns TakuX MeToamK
Ha YenoBeKa B HAcTosilee BPeMS BbI3BasM GOMblUMe AeGaTbl, BMIOTL A0
3anpeTa KMoHUPOBaHUs YenioBeKa B psifie rocyaapcTs. OfHUM U3 apryMeH-
TOB CMYXXUT TOT (DaKT, YTO B C/lydasiX K/IOHMPOBAHKS MOMYYaeTcs He reHe-
TWYeCKOoe MOTOMCTBO CYMNpPY>ECKoi Napbl, a oueHb G/IM3KOE TenecHoe no-
[06ve TOMbKO OAHOIO M3 ee YfieHOB, Kak Obl 3ano3fanoe MosiBfieHne Ha
CBET reHeTNYecKoro 6/mMsHela I0HOPa XPOMOCOMHOTO MaTepuana.

PelLeHVe BO3HMKAOLLMX 3TUYECKUX Mpo6rieM BO3MOXHO NpW Co-
BMECTHOM B3aMMOJENCTBUN MeAMKOB, FEHETUKOB, HOPUCTOB, COLMAbHBIX
pabGOTHWUKOB, MpefcTaBuTeNell LepKBM, 06LLECTBEHHbIX OpraHusaumii. Oa-
HAaKO Ha JJaHHOM 3Tare CBOEro CTaHOB/MEHUS FeHETMYECKas 3TUKa YKe 06s-
3aHa Co/ieiicTBOBaTb peann3aLy ApPeBHeliLIero nocTynata MeAULMHbI - He
HaBPeawT.

BaXHO TaKkKe [OBOANTL [0 CO3HAHWS NHofeli peanbHOe MOJOXKeHWe
Jen, uTobbl He GbII0 CTpaxa, BO3HMKAIOLLETO M3-3a HefocTaTka MHA(opMa-
um. O6LLEeCTBY Haflo 6OSTbCS He JOCTMXKEHMIA HayKW, a TOTo, Kak 3Tu foc-
TUKEHUS UCMONb3YOTCS. Hayka He MOXET OTKpbITb YTO-HUBYAb 06paTHO,
Oyab TO aTOMHasi 3HEPrus WU TeHOM YenoBeKa. Tak YTO XKWTb C HOBbIMU
BO3MOXHOCTSIMIA Ue/IOBEYECTBY MPUAETCS, W KItoueBble BOMPOCHI ITUKM
GyayT Bce 6GOMbLLE BbICTYNaTb Ha NepBbili NaH. Ho 3TO BOMPOC YXKe He K
Hayke, a K 00OLLECTBY.
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TepMUHONOMMYECKUIA crioBapb

ArHaTus - OTCYTCTBME YeNtOCTU (YeNHOCTeN).

AfeHTUsA - oTCyTCTBUE 3y6a (3y60B).

Akpouecanus - "6alleHHbIA Yepen”.

AKpOCTEO0MN3 - IU3MC KOCTHbIX TKaHeN AMCTanbHbIX OTAEN0B, Mpe-
MMYLLECTBEHHO NasbLIEB.

Annoneuus - oTcyTcTBYE (BbINaZeHUE) BOOC.

AHTMOMATO3 - U36LITOYHOE pPacLUMPEHMe KPOBEHOCHbLIX COCY/IOB.
Annasus - OTCYTCTBUE YacTeli Tena, OpraHoB, TKaHel.
ApaxHOoAaKTWAnA - YA/IMHEHNE Y YTOHUYEHWE NasbLEB.
AHOHUXWSA - OTCYTCTBUE HOFTEBbIX (haslaHr.

AH3HLedanmsa - 0TCYTCTBUE Yepena.

AHOhTanbM - OTCYTCTBUE [/1a3.

AHVUPUANS - OTCYTCTBME PALY>KHOI 060I0UKMU.

159



ApPTPOrpunos - MHOXeCTBEHHbIE KOHTPAaKTYpbl CYCTaBOB 13-3a He-
[0pa3BUTHS MbILLIL.

Ananns - OTCYTCTBYE aKTUBHOM peumn UM ee BOCMIPUATUA y AeTeld
npy HOPMasIbHOM CyXe.

Bnedhapoxanasnc - aTpotinisi KOXm BEPXHUX BEK, NPW KOTOPOIA OHa
cobupaeTcsa B CKMNafKN M CBMCAET Haf KpaeM BeKa B BU/E MELLIKA.
BpaxvniakTLwus - yKOpoUeHre MasbLeB pyK, HOT.

Bnedhapochmos - cpacTaHue KpaeB BEK Y HapY>KHOIO yr/ia rnasa.
BythTanbM - BpoXAEHHas rnaykoma, "6blunii rnas”.

BUTUAUIO - LUCXPOMUS KOXM.

"'MapamMnmoH —MHOroBogaue.

MNepTprxo3 - U36LITOYHOE Pa3BMTME BOOCSHOIO MOKPOBA.
MnepTenopnsm - yBeIMUYEHHOE PacCcTOsHUE MEX/Y OpraHamu, ua-
LLie Fiasamu.

'nnoreysus - CHUXeHKe BKyca.

'mnocnagus - OTCYTCTBUE AUCTANIbHOM YacTW MYXCKOI0 MOYeuc-
MyCKaTeNbHOro KaHana ¢ AMC/I0KaLyeli ero Hapy>KHOro oTBepCcTUs B
HeobbI4HOe MecTo.

'MpcyTN3M - M36LITOYHOE OBOIOCEHUE Y XKEHLLMH.

VpuaonoHes - apoxaHue pasy>kKu npu BbIBYXe XPYCTanKa.
KamnTogakTunms - crubatefibHas KOHTPaKTypa y MasibLa KUCTH.
KepaToKOHYC - KOHYCOBUAHOE BblOyXaHue poroBuLbl.
KnnHagakTvans - aHoManms pasBuTKS MasbLEeB, MPY KOTOPOI OHK
pacnofioXeHbl KOCO WU UCKPUBNEHDI.

Kono6oma - aehekT TKaHU rnasa (MpoBan BeKa, CETHYATKU, Pafy>KKMu,
[MCKa 3pUTENBHOTO HepBa).

KpaHuocTeHo3 - fedhopMaups Yepena n3-3a NpexxaeBpeMeHHOro 3a-
pacTaHus LLUBOB.

KpunTopxusm - OTCYTCTBME B MOLLOHKE O4HOTO MM 060MX ANYEK.
KpunTothTanbMm - BpOXAEHHOe HefopasBUTMe r1a3HOro A6110Ka,
BEK WM [Na3HON Lienw.

Ieiikoma - MOMYTHeHVe poroBuLbl, 6ebMO.

JIeHTUro - MUrMEHTHbI HEBYC B BUAE NATEH OT XKENTO-KOPUUHEBOI
[0 MOYTUN YepHOI OKpacky, AnameTpom 1-3 M.

MakpofakTuans - yaMHeHWe NasbLes.

MakpoCTOMUS - YPE3MEPHO LLMPOKas POTOBas LLESb.
ManbthopmaLys - NopoK pasBUTKS.

MWUKpOreHus - Masible pasMepbl HUXKHER YenocTu.

MOHUNETPOKC - HacneACTBEHHas AUCTPOdMS BOIOC.
OnMMrofakTuaus - HenosHoOe KOSMYeCTBO MaslbLeB.

OmchanoueM - 3MOPUOHa/IbHAs FPbDKA C BbIXOXKAEHNEM BHYTPEHHIX
OpraHoB Yepe3 Mymnok.

MporeHus - BbICTyNaHWe HDKHEN YeMHoCTM Brepes BCNeACTBYE ee
Upe3MepHOro pasBuTUS.
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MporHaTus - To Xe AN BepXHeli YentocTu.

MTepuruyM-CcUHAPOM —HaNMUME Ha Lee KOXKHbIX CKNaaokK, UAyLWmMX
OT COCLIEBM/IHOIO OTPOCTKa.

PeTporeHns - CABUM HWXKHEW YentocTy Hasag Npu ee HopMasbHbIX
pasmepax.

CUHAaKTUMS - cpaLleHne nanbLes.

CvipeHOMeNNs - CpaLLeHKe Hor.

CTona Ba/ibrycHas - COYeTaHue OTBEAEHMUS 1 NMPOHALMK CTONMbI.
CTpabusm - Kocornasme.

TENeKoHT - YBENMUEHVe PACCTOSIHUS MEXY BHYTPEHHUMU yTiamm
rnas.

TpuHouethanus - opma Yepena ¢ LUMPOKOIA 3aTbI/IOYHON 1 Y3KOi
NOBHOIA YacTaMM.

PubTP - paccTosH1E MeXAY HOCOM W BEpXHeW ry6oii.

Lluknonus - Hanmuve OAHOTO FNasa, PacroNOKEHHOrO Mo CpeaHei
JINHUN.

IKTPOJAKTWINA - OTCYTCTBME OAHOIO WM HECKOMbKMX NabLEeB.
SKTPONUOH - BLIBOPOT KPasi BEKa 1 ryobbl.

ANUKAHTYC - BepTUKaibHas CKNaaKa, NpUKpbIBatoLLas MeauanbHbIii
Yron rnasa.
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